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INPAKTUYHI 3AHATTA
IIpakTnune 3ansaTTa Ne 1
Tema: Kinacudikauis i erioJioris cnaakoBux xsopoo

Mera: 3acBOiTH yMiHHSI CAMOCTIHHO BUKOPHUCTOBYBATH 3HAHHS MPO MYTAIliifHY MIiHJIHMBICTH IS
BHU3HAYCHHS €TI0JIOT1i MOHOT€HHUX, XPOMOCOMHHUX 1 MyJIbTH(aKTOpiaibHUX XBOpoO. OBoJIOAITH
HAaBUYKAMU BU3HAYCHHS THITY MYyTaIliil.
OcHoBHi moHATTSA: MyTalii, TeHHI MyTaIlii, XpOMOCOMHI MyTaIlii, MOJIIUIOiNisA, aHEYIIOITis,
CTIIOHTaHHI MyTalii, IHAyKOBaHI MyTallii, MyrareHHi (pakTopu, COMaTHYHI MyTallii, TeHepaTHBHI
MyTallii, M0o3aili3M, ClIaJAKOB1 XBOPOOH
Oo6aannanus: MynbTUMEIITHUI POEKTOp, HOYTOYK, MYJIbTUME/INHI MPE3eHTallli, CUTYaI[liH1
3ajaul
HaBuaanuuii yac 4 rognau

Inan:
I. Opranizauiiini 3axoam (TpuBiTaHHS, TepeBipKa MPHUCYTHIX, MOBIIOMIIEHHS TEMH, METHU
3aQHSTTS).
Momusayisn 3000ysauie euwjoi oceimu w000 8uUeHHs memu: AKTYaIbHICTh TEMU TOB’s3aHa 13
BHCOKOIO YaCTOTO CHAAKOBO1 maTosorii B momyssiii. [Tizxoam 10 miarHOCTUKH, PO ITaKTUKI
CHaJIKOBHX XBOPOO 0a3yl0ThCs HA pO3yMiHHI 11 eTiojorii — To0To MyTartid. Takum
YHHOM TeMa € 0a3010 ISl pO3yMiHHS MEUYHOI TeHETHKH.

I1. KoHTpOJIb ONTOPHOr0 PiBHSA 3HAHD (ONUTYBAHHS CTY/JEHTIB, CliBOeCiIa 32 TEMOIO 3aHATTS)
2.1. Bumoru 70 TeOpeTUYHOT TOTOBHOCTI CTY/ICHTIB O BAKOHAHHS CEMIHAPCHKOTO 3aHSTTSI.
CmyOenm noguren 3Hamu:
- xiacu@ikaIito Ta 3arajibHy XapaKTepUCTUKY CIIaJKOBUX XBOPOO,
- 3HAUYEHHS MYTaIlill K €TIOJOTIYHOTO (PaKTOPy CIAJAKOBUX XBOPOO,
- xiacu®ikarliro MyTalii 3a XapakTepoM 3MIHU TC€HOTHITY,
- 3HAYCHHS COMAaTHUYHUX i FEHEPATHBHHUX MYTaIli,
- TOHSATTS IIPO CIIOHTaHHI 1 IHAYKOBaH1 MyTalIlii, Kiacudikaiito MyTareHHUX (pakTopis
- TOHATTS, €(peKTH TEHOMHOTO IMIIPUHTHHTY,
- 3HAYCHHS JICTAIBHUX MYTAaIllll B NMEepUHATAIBHIN, paHHIA TUTAYIA 1 TUTAYIA CMEPTHOCTI,
3B’S130K 3 O€3IUTI M, CITOHTAHHUMH a00pTaMu
Ha ocHOBI TEOpETUYHUX 3HAHB 3 TEMU:
emimu: [osICHUTH €TIONOTII0 CIaAKOBOT XBOPOOU, BU3HAUATH TUITM MYyTallii

2.2. IlutaHHs IS IepeBIpKU 0a30BHUX 3HAHB 33 TEMOIO MPAKTUYHOIO 3aHATTS
[lo Take cmankoBi XxBopooOu? Ix kiacudikarris.
o Take mytamis? Knacudikaiis myTartiii.
o Take cioHTaHHI Ta iHAYKOBaH1 MyTanii? Knacudikaiis MyrareHHUX (hakTopiB.
ComarunyHi i reHepaTuBHI MyTallii. M03ailiu3M K pe3yabTaT COMaTHUHUX MyTallii. 3HaueHHS
COMATHYHUX MyTaIlil B OHTOT'€HE31 JTII0TUHU.
5. o Take renHi myTarii? Buau ctabinpHuX reHHUX MyTalliil. J{lunamiuni myTaitii — excraHcii
TPUHYKJICOTUTHUX TTOBTOPIB.
6. Llo Take xpomocomHi aOepauii? Tunm xpomocomHoi aOepauii. 30amaHcoBaHi 1
He30anaHcoBaHi MyTaIlii..

el NS =

7. llo Take reHomHi Mytanii? Bugu reHoMHHX MyTalii — modimiIoinii i1 aHeymmoimii
(reTepormoinii).

8. 1o Trake myrarenHi pakropu? di3uyHi, XiMiuHi 1 O10JIOTIUHI MyTareHu.

9. l'enomuwmii iMopuHTHHT. MetunyBanns JIHK — wmonexkymsapHuii MexaHi3M T'€HOMHOTO

IMOPUHTHHTY. XBOPOOU I'€HOMHOTO IMITIPUHTHUHTY.



10. Illo Take yHImapeHTHa IUILIOIMIS, IUCOMIsi, i30aucoMis. MeauuyHe 3HAYEHHS IHOTO

(deHomeHa.

2.3 TecToBi 3aBaHHs JJIs IEPEBIPKH 0a30BHX 3HAHB 32 TEMOIO MPAKTUYHOTO 3aHSTTS:

3aBgannsa 1: O0epiTh 0HY NPABUIBHY BiANIOBiAb.

1. YV aboproBaHoro eMmOpioHa KapiOTHII
69, XXY. fxa e myraris?

A. Tpurnoimist

B. Tpucomist

C. Terpannoinis

D. Oymnikarist

E. Henermis

2. Y BaritTHOi KIHKH  TPOBEICHO
IUIaleHTONeHTe3. [Ipu  IUTOTCHETHYHOMY
MOCHIDKEHH] KIITAUH TKAHWHWA IUIAEHTH
BH3HaueHO Kapiotut 45, X. fka ne myraitis?

A. Hynecowmis.

B. Tpucowmis.

C. Monocowmis

D. Oymmikarist

E. Henermis

3. V iHKH B aHAMHe31 JIBa caMm0abopTH B
panHboMy TepMmiHi. [Ipu kapioTunyBaHHI y
YKIHKH 3aMiICTh IBOX XpoMocoM 13 3HaiineHa
OJlHa JIOBra Xpomocoma, sika 00 enHye
TEHETUYHUN MaTepiall ABOX XpoMocoM. fka
e Myrariisi?

A. lyrunikarist

B. PobGepTcoHiBchKa TpaHCIOKaIis

C. PenunpokHa TpaHCIOKaIis

D. IuBepcis

E. Iuuentpuyna xpoMmocoMa
4. [Ipn  gochimkeHHI  KaploTHIy
HOBOHAPOKEHOTO 3 MICSLIEIIO J1I0HUM
00IMYYsIM, CTICIM(IYHIM KPUKOM BHSIBJIICHA
JeTelis KOpOTKOro Iuieya 5 XxpoMocoMu. Ska
e myranis?

A. I'enHa MyTallis — 3aMiHa HYKJICOTHAY
Ha KOMIUIEMEHTapHUN

B. XpomocomMHa wMmytamiss — BTpaTa
TUTSTHKA XPOMOCOMH
C. XpomocomMHa MyTalis — IOBOPOT

TsTHKA XpoMocomu Ha 180°
D. I'enoMHa MyTanis — B AUIJIOIAHOMY
HabOP1 XPOMOCOM € 0J1HA 3aiiBa XpoMocoMa
E. Tenomna wmyrtamiss — BIJACYTHICTh
OJIHIE] XpOMOCOMH B JUIIOIAHOMY Habopi
5.V MeqUKO-TeHETHYHUI LIEHTP 3BEepHYIacs
KIHKa, B aHaMHe31 K01 0ys10 3 CIIOHTaHHUX

aboptu. Ilpm KapioTUIyBaHHI BHSABICHO
iHBepcio 9 xpomocomu. fka 1e myraris?

A. TTogBO€HHSI TIISTHKU XPOMOCOMH

B. Brpara guistHKE XpOMOCOMU

C. IloBopoTt autsHKH XpoMocoMu Ha 180°

D. Ilepenecenns AUISHKA XpOMOCOMH Ha
HErOMOJIOTTYHY

E. IlepeHeceHHsl NUISSHKM XpOMOCOMH B
1HIIIE MiCLIE II€T ) XPOMOCOMU
6. Y IWMTHHU 3 BPO/UKCHUMH BaJaMU
PO3BHUTKY JlarHOCTOBaHA TpuUcoMis 1o 18
xpoMocowmi. Ska e myrartis?

A. I'eHomMHa MyTallisi — BIICYTHICTb
napu XpoMocoM

B. XpomocomHa wMyrtamisi — BTpaTa
JUISTHKH XPOMOCOMH
C. XpomMocoMHa MyTarlii — TOBOPOT

TUTSTHKA XpoMocoMmu Ha 180°

D. I'enomHa Myraiisi — B JAUIUIOTTHOMY
Habopi XpOMOCOM € OJTHA 3aliBa XpOMOCOMa

E. T'eHomMHa wMyTaImis — BIJICYTHICTh
OJIHIET XPOMOCOMU B JIUTIIIOITHOMY Ha0opi
7. Jesxi myTarii y JIOJUHA MOXYTb OyTH
30amaHcoBaHuMH (6€3 3MiHU (EHOTHUITY), aJie
BOHU € TMIPUYMHOI OS3IUIAAS Y HOCIiB Takoi
MyTarlii. BkaxxiTh mpuKIaayd TaKMX MyTaIlii.

A. Jenemii

B. Hymmikartii

C. Tpucowmii

D. IuBepcii

E. Monocowmii
8. V aboproBaHoro emoOpioHa kapiotun 47,
XX, + 21. flka ue myrartis?

A. TMomnmoinis

B. Aymumikartis

C. Jlenemis

D. Monocowmist

E. Tpucowmis

9. HaifinTeHCcHUBHIIIE JNeTaabHUI edekT
MyTalliii BUSBISETbCA HAa paHHIX eTamax
eMOpIOHAILHOTO PO3BHUTKY. KUl BiICOTOK
eMOpIOHIB TWHE B MEPIIOMY KPUTHUYHOMY
nepiofi (4acto M0 iMmiuaHTaiii), TO0To 10
KJIIHIYHO 3apeecTpOBaHOi BariTHOCTI?

A 1%



B.5%

C.15%

D. 60 %

E. 84 %

10. Bkaxirp, sSiKi MyTallii € JeTaJbHIMHU B
100 % Bunmaakis?

A. MonocoMis mo X-XpomMocomi

B. Tpucomist 3a cTaTeBUMH XpOMOCOMaMH

C. Terpacomis 3a CTaTeBUMH
XpOMOCOMaMH

D. Tpucowmis 3a ayrocomamu

E. Monocomist 3a ayrocomamu

11. [Jememis omHiei 1 Ti€l X JTUISHKHA
JIOBroro Iieda 15 XpoMocoMHu MoOXKe
MPUYMHOI Y JIIOJWHW  JIBOX  PI3HHX
3aXBOPIOBaHb (SIKIIO YCHAJKOBYETHCS BIJ
MaTepi — CHUHAPOM AHTrellbMaHa, Bl 0aTbka
— cunapom [Ipanepa — Bimmi). Lle cBimunTh
PO pI3HY aKTUBHICTh I'€HIB, YCIaJKOBAHUX
Bim Oatpbka 1 Marepi. Sk Ha3uBaeThCA
reHEeTUYHUN (EeHOMEH, 10 OOYMOBIIOE IIe
SIBUILE?

A. Myrarist

B. I'enomMHuit IMOIpUHTHHT

C. I'enoxomis

D. Moaudikarrist

E. ®enoxomnis

12. 'V nmiteparypi ONHCAaHO BHIIQJIOK
yCHaJKyBaHHS MYKOBICIIUI03Y (2yTOCOMHO-
pelieciBHa TATOJIOTiA) Bim  mMartepi —
TreTEepPO3UTroTHOT HOCIHKM TreHa (0aTbKo
3M0POBUM 1  TOMO3WTOTHUH).  Skuit
reHeTUYHUN (eHOMEH MOKe MOSICHUTU TaKe
saBue?

A. YHInapeHTHa 130IMCOMIst

B. YHinmapeHnTHa qumioinis

C. YHinapeHTHa JUCOMIst

D. I'onaguuit Mo3aiu3m

E. I'eHOMHMIA IMIIPUHTHHT

13. 'V xBoporo 3 cUMITOMamu
repMadpoAUTU3MY TIarHOCTOBAHO KapioTHII
46,XX/46,XY. Bxaxitb HMOBIpHUH
reHeTUYHUN (heHOMEH, TKUI MOKe TOSCHUTH
MOSIBY TAKOTO CKJIAJHOTO KapioTumy?

A. YHinapeHTHa JicoMis

B. I'onaguuit mo3ainusm

C. Ximepizm

D. VuinapenTHa Airmioinis

E. 'eHOMHMIA IMIPUHTHHT

14. InaxTuBaris X-XpoOMOCOMH
(yrBopennst Tineup bappa) Haiikpaiue
OTHCYETHCS OJTHUM 3 HACTYITHUX TBEP/IXKEHb.

A. TIpouec e B miu1iTKOBOMY Iepioai

B. [HaKTUBYIOTHCS BCi T'€HH, JIOKaJi30BaHi
B X-XpoMOCOMi

C. 3abe3mneuye KOMIICHCAIIIIO JI03H TeHIB,
34EIUIEHUX 3 X-XPOMOCOMOO

D. [Iponiec  BimmoBimampHUE  3a
(eHOTUNIYHI 3MIHH, SIKi CIIOCTEPIraloThCs
npu curapomi Lllepemescekoro — TepHepa

E. CnocrepiraeTbcst B HOpMi y TUIONIB
YOJIOBIYOT 1 )KiHOYO1 cTaTi

15. deHoMeH aHTHIMIIALII TIOJATAE B
HapOCTaHHI1 TSHKKOCTI CHUMIITOMIB
3aXBOpIOBaHHS 1/a00 B OUIBII  paHHIN
MaHi(ecTailii B HaCTymHUX MOKOTIHHAX. [{ei
(eHOMEH XapaKTepu3ye 3axXBOPIOBAHHSI,
00yMOBIIEHI:

A.  Excnanciero
MOBTOPIB

B. MyranisiMmu reHiB MITOXOHAPIH

C. 'eHOMHUM IMIIPUHTUHTOM

D. Mikpoaenemismu

E. I'omagaum Mo3aiiu3MoM

16. VYHimapeHTHa aMcoMis Moxke OyTu
Hallkpallle oOmHCaHa OJHHUM 3 HAaCTYMHUX
TBEPKEHb!

A. Bunukae, ko oOuBi XpOMOCOMH 3
Mapy yCHaJaKOBYIOTHCS BiJl OJTHOTO OaThKa

B. TloscHioe ycmaakyBaHHs 3aiiBoi 21
XpOMOCOMHU Tpu cuHapoMi JlayHa Bin maTepi

C. OsHauae, MmO BCI XPOMOCOMH B
JTUIUIOITHOMY  Habopi ycmajakoBaHI  Bij
oHOro OaThKa

TPUHYKJIEOTHIHUX

E. Moxe npusBecTd 10 (PEHOTHUIIIYHOTO
IPOSIBY ayTOCOMHO-PELECUBHOI O3HAaKH Yy
reTepO3UTOTH

17. Y  MemuKo-reHEeTUYHUH  IEHTpP
3BepHyJacs ciM’si. YoI0BIK 1 3KiHKa 37J0POBI,
Momoal. Y KIHKM B aHaMHe3l 4 CHOHTaHHI
abopTu B paHHbOMY TepMiHi. JlocmimkeHHs
KapiOTUIIIB TOJPYXOKA TMOKa3alo, 0 Yy
KIHKU 45 XpoMocoM, ajie OJHa 3 XPOMOCOM
13 momoBXeHa 1 MICTUTh T'€HETHYHUHI
MaTepiai AOBroro mieya 15 xpomocomu. Ska
e MyTanis?

A. PerunpokHa TpaHCIOKaIlis

B. PoGepTcoHiBChKa TpaHCIOKallis

C. Tpucowmis

D. Aynunikarris

E. IuBepcis



ETajgouu Bianosigei:
1-A, 2-C, 3-B, 4-B, 5-C, 6-D, 7-D, 8-E, 9-D, 10-E, 11-B, 12A, 13-C, 14-C, 15-A, 16-A, 17-B.

3aBaanHs 2. [[eHOMHUI IMOIPUHTHHT ¥ iHaKTHUBaIis X-XpOMOCOMH (YTBOpEHHS Tiels bappa)
— 1€ MIPUKJIAJH ENIreHeTUYHOTO MEXaH13MY KOHTPOJIIO eKCIpecii reHiB. SIKi 3 HaBeIeHNX HIKYe
TBepKeHb (Bim 1 mo 7) xapakrepusyioTh: (A) reHoMHU# imMnpuHTHHT, (B) imakTuBamito X-
xpomocomu, (C) o6uasa mpouecu, (D) xo1eH 3 IuX MpoIeciB.

1. Y HOpMI mpotiec BitOYBa€THCS TUTBKH B COMAaTUYHUX KIIITHHAX JKIHOK
. Y HOpMI miporiec BiTOYBa€ThCS TUTBKM B COMAaTUYHHUX KITITHHAX YOJIOBIKIB
. [Ipomiec BinOyBaeThCs Mpu criepMaToreHesi abo oBoreHesi
. BunankoBo iHakTHBY€ TeHH OaThKa abo maTepi
. [Ipu3BoAMTH 10 HEBUITAJKOBOI IHAKTHBAII1l CTPOr0 BU3HAUYEHUX I'eHIB 0aTbka abo Marepi
. Busnauae eexT 6aTbKIBCHKOTO MOXO/IXKEHHS B €KCIIpeCii AEIKUX MeHIB
. [Ipu3BoAMTH 10 MO3aIIM3MY B €KCHpecii ASSIKUX IeHIB

NN DNk~ W

Eragouu Bignmosiaeii.
A -3,5,6 B -1,4,7 C -6 D-2

III. ®opmyBaHHs npogeciiHUX BMiHb, MIPAKTHYHUX HABHUYOK (OBOJIOJIHHA HABHYKAMH...,
MIPOBEJIEHHS Kypallii, BA3HAUEHHS CXEMHU JIIKYBaHHS, IPOBEJIEHHS J1JaOOPAaTOPHOTO 0 CIIIKEHHS
TOIIO):

3.1.3micT 3aBIaHb:

Po6Gota 1. [IpoananizyBaTu cuTyalliiiHi 3a/1a41 1 BU3HAYUTH TUI MyTaIlii (COMaTuyHi,

TeHEepaTHBHI, CIIOHTAHHI, 1HyKOBaHi, TeHH1, XpOMOCOMHI, TCHOMH1)

1. V xnitunax eMmOpioHa mronuHA 69 xpomocoM. flka me myraris? Sk Moria yrBOpUTHCS
KJIITHHA 3 TAKUM HA0OPOM XpOMOCOM?

2. Y KIHKH, SIKa MPAIIO€ Ha MIIPUEMCTBI XIMIYHOT MPOMHCIIOBOCTI, CTajacs TeHHA MyTallis
B KJIITUHAX MEYiHKHU. SIK Ha3uBaeThcs Taka MyTanisa? Yu Oyje BoHa mepeaaHa Hamaakam?
SIke Ti Mequ4He 3HAYECHHS ?

3. B reHi 3 HOPMAaJILHOIO IO CJTITOBHICTIO HYKJICOTH/IIB
ATT-LUI'I-TTT-I'T1],
MICIIS MyTarii IIOCHITOBHICTD HYKJICOTH/IIB craja: ATT-UI'T-I'TT.

Sk Ha3zuBaeThcs Taka wmytamif? Ski 11 moxumBi Hacminku? [lpuBectu mnpukiIagu
3aXBOPIOBaHb, IKi MOXKYTh OyTH HACIIIIKOM TaKOTO TUITy MYTaIlisl.

4. Xinka B mepioj BariTHOCTI mpuiimMana TanigoMin (JlikapchbKuil mpemnapart). B pesynbrari
HapoAuiacs MUTHHA 3 BaJaMU KiHIIBOK. Jlo SIKOTO TUIYy MIHJIUBOCTI MOXYTb OyTH
BiHeceH] 1 Baau?

5. YV 1BoxX 310poBUX OAaTbKiB - TE€TEPO3UTOTHUX HOCIIB PEHECHBHOTO TI'eHa albOIHIZMY
Hapoauiacs IUTHHA 3 anbOiHI3MOM. SIKUM BHJIOM MIHJIMBOCTI MOXHA TOSCHUTH
HapOKEHHS XBOPOi AUTHUHU B IiKl poanHi? Skuii MexaHi3M MIiHJIUBOCTI?

6. IlpencraBneHa XpoMOcCOMa JFOIUHH JI0 1 MICHs MyTaIlii.

A B CDEF GHKM CDE F GHKM

T TP I> » 1> I>

Ska e myranig? Sk Mora copMyBaTUCs Taka MyTarlis?
7. B KynbTypi KJIITUH JIOJUHU BUSBIEHO KIITHHY 3 44 xpoMocomamu. fka 1e myranis? Sk
MOTJIa YTBOPUTHCS KJIITHHA 3 TaKUM HAabopoM xpomocoM? SIKi MOXKJIMBI HACHIIKU TaKoi
MyTarii?




8. Ilpu oOcTexeHHI KapioTHUIy YOJOBiKa 3 OE3IUTIIIASM BUSBICHI JBAa THUIHN KIITHH - 3
HOpPMaJIbHUM Ha0OpOM XpOMOCOM 1 KJIITHHH 3 47 XpoMocoMaMu (3aiiBa X-xpoMocoma). Sk
HA3WBAETHCSA OPraHi3sM 3 PI3HUMH THUNAMU KITHH? SIkuii TMn Myramii B KITHHAX 31
3MIHEHUM Ha0OpoM XpoMocoM? SIKuii MeXaHi3M YTBOPEHHS TaKoi MyTaIlii?

9. TlpencraBneHa XpOMOCOMA JTFOIMHHM JI0 1 MICISI MyTaIlii.

A BCD EFGH ABCD EHGF
11> D I =1
Sxa ne myraris? Mexanizmu 1i popmyBaHHS.

10. B kuitunHi eMmOpiona moguau 45 xpomocomu. Ska me myrtaris? Sk mMoria yrBOpUTHCS
KJIITHHA 3 TakuM Habopom xpomocom? SIki MOXKIMBI Hachiaku Takoi myranii? [Ipukman
XBOpPOOUM BHACIIIOK TAaKOi MyTallii.

11. B mporeci oBoreHe3y MOPYIIMJIOCS PO3XO/PKEHHS CTAaTeBUX XPOMOCOM JIO TIOJIOCIB
KIITUHU. Skuii HaOip XxpoMocoMm Oyzie B sifnexiituH1? SAkuil Habip XxpoMocoM Moxe OyTu
B 3UTOTI MICJISI 3aIUTIIHEHHS TAKO1 SIMIEKITITUHU CIIEPMATO30110M 3 HOpMaJIbHUM HaOOpOM
XpoMocoM. SIki XBopoOu MOXKyThb OyTH y JITEi?

12.V nuTHHHM iarHOCTOBAHO paxiT BHAcCHiAok nedinury Biraminy D. Ilpukmamom sxoi
MIHJIMBOCTI € T1e 3axBoproBaHHs? Uu Oyzie Taka XxBopoOa mepeaHa Hamaakam?

13. YV xBoporo 3 JIEHKO30M B KIIITHHAX YEPBOHOTO KICTKOBOTO MO3KY BHSBJICHa XPOMOCOMHA
abepartig - Aenerist B o1HIA 3 XxpomocoMm. Uu Oyne Taka MyTallis nepenaHa Harmaakam?
Sxnii MOXIMBUN MEXaH13M BUHUKHEHHS 1 HACJIIIKK TaKO1 MyTaIrii?

14. TlpencraBineHa TOCTIAOBHICTP HYKJIEOTHIIB B TE€HI 10 1 TMiCHs  MyTaiii.
ATGCTATCCGC ATTCGATCCGC
Sx HasuBaeThcsa Taka Mytarisi? Sk Ha3WBaKOTHCS 3aXBOPIOBAHHS, SKI BUHUKAIOTH
BHACJIJIOK MyTaIliii B reHax?

15. B mporieci oBoreHe3y mopymmiocs po3XopkeHHs 21 -1 mapu XpoMocoM Tpu Meio3i. Skuii
Ha0Ip XpOMOCOM MOKe OyTH B SIULICKIIITUHI KIHKA? YK MOJKe Taka MyTallis OyTH rmepeaaHa
Hamaakam? Skuit e Tan mytanii? Skuii HaGlp XpoMOCOM MoOke OyTH B 3WTOTI MICTs
3aIUTITHEHHS TaKOi SUIEKITITHHU CIEPMATO30iIoM 3 HOPMaJbHUM Ha0OpOM XPOMOCOM.
Ska xBopoOa Moxke OyTH y AiTei?

16. VY xiHKH, sSIKa TIEpEHECIa B MPOIIECl BariTHOCT1 KPaCHYXy HapoaWJiacs AWTHHA 3 BaJlaMH
TOJIOBHOTO MO3Ky 1 ouel. [IpuknanoM sSkoi MIHIMBOCTI MOXKYTh OyTH BaJud PO3BUTKY Y
TUTUHU? SIK HA3UBAIOTHCS YUHHUKH, K1 MOKYTh BUKJIMKATH 1[I0 MATOJIOT1I0?

17.YV xBoporo Ha cepnomnoJiOHO-KIITUHHY aHeMielo B TOOIHI (OLIOK TeMoryo0iHy)
Bi10yBaeThcs 3amina [ myraminoBoi kuciaotu Ha Banin. SIk Ha3uBaeThbes Taka myTaitisa? Sk
BOHA MO€ BUHUKHYTH?

18. OauH 3 MOXKITUBUX MEXaHI3MIB XpOMOCMHHUX abepalliil - TpaHCIOoKalis. Y YoMy CyTh L€l
Myrarii? SIxkui MEXaH13M il BUHUKHEHHA?

3.2.pexomenanii (iHcTpyKuii) 1010 BUKOHAHHS 3aBJaHb, NpogeciiiHi aaropuTmMu.
Jl1is po3B’si3aHHs CUTYAIlIITHUX 3a]]a4 BUKOPUCTOBYITe Kiacu(ikaiii ¢opM MIHIUBOCTI.

3BepHYTH yBary Ha Te, 10 XBOPOOU JIFOJIMHU 3 TOUKU 30pY T'€HETUKH MOXKHA MOJIUTUTH Ha
JIB1 OCHOBHI TPYIIH:

1. HaOyti XxBopoOu - IOB’sA3aHi 3 BILIUBOM (paKTOPIB HABKOJIMIIIHBOTO CEPEIOBUINA -
TpaBMH, iH]eKii, XBOpoOH Bi Aii TOKCMYHUX PEYOBHMH. | €HOTHN BIIMBa€ Ha
nepedir 3aXBOPIOBAHHS, IHTEHCUBHICTh perapaTUBHUX MPOIIECIB.
2. CnaaxoBi— XBOpoOH, siKi 00yMOBIICHI MyTaIlisIMH.
CyuacHa knacugikarlis cnajkoBUX XBOpoo:
1. MonorenHi
2. XpoMOCOMHI
3. MynbrudakropianbHi



Tunn MiHANBOCTI

™

Hecnagkosa CnapgKosa

Myrauii / KOMGiHaTMmCTb

/ \\A 3HaueHHs B MTK

FeHHi XpOMOCOMHI FeHOMHI

MoHoreHHi xBopobu XpomocomHi xBopo6bu
CnagKoBa CXUbHICTb A0

MynbTUdaKTOpiaIbHUX XBOPO6

['eHOoTHIOBa MIHJIMBICTH BHWKJIMKAaHAa 3MiHAaMW B TEHOTHWIN, BOHA CHAJKOBa 1 BiJirpae
BKJIMBY POJIb B €BOJIIOLII, OCKUTHKY 3a0€3medye MaTepiai jisi IPUPOIHOTO A000DY.

FeHOoTUNOBA MiHAUBICTb

KombiHaTuBHa « \A MyTauinHa
HoBi KombiHaLji cnaagKkoBOro 3MiHM cNaaAKOBOro
maTepiany matepiany

Kombinamuena minnugicms — 11€ 10siBa HOBUX KOMOIHAI[ill ICHYIOUMX T'eHIB.

B ocHOB1 KOMOIHATHBHOT MIHIIUBOCTI JIE)KUTH CTaTeBE PO3MHOXKEHHS. OCHOBHI MEXaH13MU
KOMOIHATHBHOT MIHJIUBOCTI:

1. Kpocunrosep — 0OMiH IICHTUYHUMHU JUITHKAMH MDK TOMOJIOTIYUHUMH XPOMOCOMAaMH,
BiZIOyBaeThcs y podasi Meio3y I.

2. HezanexHe po3X0KeHHS TOMOJIOTTYHIX XpOMOCOM B aHadasi meiosy I.

3. BumankoBe noeqHaHHs raMeT NPy 3arUTiTHEHHI.

4. BunaakoBuii mig6ip nap y muirooi.

5. MHOXUHHUI anenizMm.

Komb6iHaTHBHAa MIHJMBICTE MIATPUMY€E T'€HETUYHY pPI3HOMAHITHICTh MOMYJALIl Ta
YHIKQJIbHICTh KOXKHOTO 1HAMBIAA.

[Tpuxnamu:

* BIIMIHHOCTI MK OaTbKaMU Ta JITbMH,

* PI3HUIIIO MDXK JITHMHU OJIHI€T OATHKIBCHKOT MapH.



BHacnigok KOMOIHaTHBHOI MIHJIMBOCTI Y 3J0POBUX T€TEPO3UTOTHHX HOCIIB PEIECHBHUX
MYTaHTHHX T'€HIB ICHY€ PU3HMK HApPOPKEHHS XBOPOi AUTHHH.

Mymauii - panToBi cTpuOKONOAi0HI 3MIHH CIIAAKOBOI iH(OpMAIlii (FeHOTHILY).

OCHOBHI XapaKTEPUCTUKH MYTallil

1. YcmaakoByroThCs (MEpeaatoThCsl HACTYITHUM TOKOTIHHSIM).

2. SIx mpaBwII0, HEATANTHUBHI.

3. IamuBinyanbHi, HEBU3HAYEHI — y OCOOMH OJHOTO BUAY MiJ BIUTMBOM OJHAKOBOTO
YMHHUKA 3'BISIIOTHCS PI3HI MyTallii.

4. 3a3BU4ail HE3BOPOTHI.

5. CryniHp HposiBy He 3aJIe)KHTh BiJl CWJIM Ta TPUBAIOCTI il (akTopa, 1m0 BUKIHMKAE
MyTarlii.

Binomo kinbka knacudikariii Mmyrartiii (tadm. 1).

Tabnuys 1
Kaacudikanii myrauii
Knacudikarii Tunu myrairiin
MyTauii
A. 3aJ1e:KHO0 Bia | 1. CrioHTaHHI, 10 BUHUKAIOTh 0€3 BUIMMHUX MMPUYHH 3 TIEBHOIO
NPUYHH, IO | YaCTOTOI0, € PE3YABTATOM MPUPOTHUX TIOMUIIOK PETYTUTIKAILIT,

COIPUYMHWIN MyTalilo | penaparii Ta iH.

2. InpykoBaHi MyTaIlii, CIpUYHWHEHI JI€I0 BIIOMOTO MyTareHHOTO
dakTopy (XiMI4YHOTO, (HI3UIHOTO, OI0JIOTIUHOTO)

b. CrocoBHo | 1. ComaTtuyHi, 0 BiOYBalOThCS B COMaTUYHUX KITITHHAX (Y
MOKJIMBOCTI JIOAVHU HE YCIAAKOBYIOTHCS, MOXKYTh OYTH MPUYMHOIO MO3AaTYHHUX
ycnaaKyBaHHs ¢dbopM cnaikoBUX XBOPOO ab0 PO3BUTKY ITYXJIUH)

2. 'enepaTuBHi, 1110 BiIOYBAIOTHCS B CTATEBUX KIITHHAX
(yCIagkoBYIOTHCS TIPH CTATEBOM PO3MHOKEHH])

B. 3a xapakrtepom | 1. ['eHHi MyTarii — 3MiHa MOCIIIJOBHOCTI HyKJICOTH/IIB B T€HAX

3MiHH IreHOTHII ) ) .
y 2. XpoMocoMHi MyTaIlii abo XxpoMOCOMHa abeparrisi — 3MiHa

CTPYKTYpPHU XpPOMOCOM

3. 'enomH1 myTaIlii — 3MiHa KUTbKOCTI XPOMOCOM

I'' 3a ¢enoruniunum | 1. JlominanTHi abo periecuBHi

NPosSIBOM . . . . .
2. JletanbHi, HamiBIETANIbHI, HEHTpaIbHUN, KOPUCHI1

Knacudgpikayia mymauiii 3a xapakmepom 3minu cnaoxkoeoi ingpopmayii
3a piBHEM 3MIHH CIIaJKOBOTO MaTepiany MyTallii MOXyTb OyTH:

* TCHOMHI;

* XpPOMOCOMH];

* FeHHI.

I'enomHi MyTauii — 11e 3MiHa YKcIa XpOMOCOM. ICHY€E 2 TUITM T€HOMHUX MYTAallii JIOAUHU —
MO0 Ta aHEYILTO s,

[Moninnoinis - e 30UTbIIEHHS YMCIa XPOMOCOM Ha BEJIMYHHY, KpaTHY rarioifHoro Habopy.

VY moauHu 3ycTpivaeTbes Tpumioinig (3n, 69 xpomocom), Terparmioinig (4n, 92 xpomocom). YV
JIOJIMHM 11€ JIeTallbHI MyTaIlii.



Aneymnoinis (reTeporuioinis) — e 3MiHa 9rciia XpOMOCOM HEeKpaTHa rarjioiqHOMYy Habopy.
Mo>k1Bi BapiaHTH — HYJIICOMist, MOHOCOMisl, TTOJTICOMISL.
e HynicoMist — BiICYyTHICTh TapX TOMOJIOTTYHHX XpOMOCOM (2n — 2, 44 XpoMocoMm), y
JFOIMHY 3aBXK]IU JICTaJIbHA.
*  MoHOCOMIsl — HasIBHICTB JIUIIIE OJIHIET XPOMOCOMH 3 ABOX TOMOJIOTIYHUX XPOMOCOM (2n —
1, 45 xpomocom).
* [lomicoMisi — HasBHICTh OJIHIET UM KUTBKOX 3aHBUX XPOMOCOM. Y JIFOJJMHH 3yCTPI4atOThCS
Tpucomis (2n + 1, 47 xpomocom), TeTpacomist (2n + 2, 48 xpomocom) i meHTacomis (2n +3,
49 xpomocom).

XpomocoMHi MyTanii — 11e 3MiHa CTPYKTYPH XPOMOCOM.
Haitgacrime 3yctpidarotrbest Taki XpoMocoMH1 mytauii (Puc.1):
» Jlemeris — BTpaTa AUITHKH XPOMOCOMH.
»  Jlyrutikartist — Mo JBOEHHS AUITHKH XPOMOCOMH.
* IuBepcis — moBopoT AuIsiHKH XpoMocoMu Ha 1800.
* Tpancnoxkaris — nepeMillieHHs AUITHKA XpOMOCOMH Ha 1HIIY, HETOMOJIOTTYHY

XpPOMOCOMY.
A. [eneumna
[A[B]CIDJE] > -
[AfB[C]D] “[E]
[AlB]CIDJE] > [A]B|DJE]
. e
Puc. 1. Tunu XxpoMoCOMHHUX MyTallil
B. Oynnukauus R
[A[B]CIDJE] > [AEIBIc]DIDIE]
C. NHBepcua T
[(A[B|CIDJE] = [A]BJE[D|C]
e

[ATBTCTDTE] D-Tparcnokayvs [A]B]C[D]
[M] N] [M]NJE |

I'eHOMHI Ta XpOMOCOMHI MyTallil € IPHYUHOI XPOMOCOMHHUX XBOpoO (cuHapoM JlayHa, CHHAPOM
[TaTay, CHHAPOM KOTSYOTO KPHKY Ta iH.).
I'enni myTtanii — e 3Mina nocnigoBHocti HykineotuaiBs mMonekynu JJHK. Tunu renHnx

Myrauii (puc.2):
e Tpancnosuilig — 3aMiHa HYKJICOTHLY.
e Jlenenis — BTpaTa HyKJICOTHIY.
e [HcepIis — BcTaBKa HYKJICOTHIY.
e Jlymikallisi — MOABOEHHS HYKJIEOTHIIB.
e InBepcis — nosopot aitsaku JJHK Ha 180°,

3amMeHa HYKICOTHIA

Puc. 2. Tunu resnnx myramii ~ ATITITATIIIIL] ATTTAATIIIIT

ATTITATIUL] Aymwmwams o ATTITTTATIITIL

ATTHTATIUIL] 2ESePit o ATTIITCATIUIII
ATTITATIUICL] Ze%emt o ATTIIATIIILLI
Husepcna o
ATTIITATIIIIII] ATTUI ATIIILT
T



I'enni myranii 3yMOBJIIOIOTH MOHOTEHHI CIaakKoBi XBopoOu. Hampukmazn, momimakTuiis

(mwectunanicTs), cuHApOM Mapdana, GeHUIKeTOHYpisl, reMOpLTis.

3.3. maTepiaju KOHTPOJIIO JIfl 3AKJTIOYHOT0 €TaMy 3aHSATTS:
Po3p’sikiTh cuTyaniiiHi 3agauu

1.

V.

VY anpmiHiCTa TpU TPUBAJIOMY MiAiMaHHI Ha BEPIIMHY MiABUIIWINCH KUTBKICTh
EPUTPOIMTIB 1 BMICT reMOTJIO0IHY B KpoBi. Skuii e Bua MiHimBocTi? JlaiiTe MOsICHeHHS
MPUYMHHM [[HOTO SBUIIIA Ta HOTO 3HAYCHHS ISl OPTraHi3my.

VY KIHOK, SIKi PEryJIIpHO BXKHBAIOThH ITiJ] YaC BAriTHOCTI aJIKOTOJIb, MOXYTh HAPOJIUTHCS
JITH 3 QIKOTOJIFHUM CHHIPOMOM IUI0A1 (Mikpotedais, po3yMoBa BifICTANICTh). SIKuii THIT
MIHJIMBOCTI CIIOCTEPIra€ThCs Y IIbOMY BUMAKY?

VY nBOX 3710pOBHUX OATHKIB HAPOIWIACS XBOPA HA aIbOIHI3M AUTHHA. 3alUIIITh TEHOTUITH
0aTbKiB 1 JUTHHHU. [IpHUKI1aoM sIKOT MIHJTMBOCTI € HAPOPKEHHS XBOPO1 IUTUHHU Y 3I0POBUX
0aTbKiB? SIKMI1 MOKITUBHI MEXaHI3M TaKOi MIHIMBOCTI?

IMinBeneHHs miACyMKiB 3aHATTHA, NMOBIIOMJIEHHS] NMPO OTPUMAHiI OWIHKH, HAJTAHHS

AOMAIIHBOI'0O 3aBJIaHHAA.

V.

Crnmncok peKoMeH/A0BaHoI JiTepaTypu
Ocnogna:

1. Kangun6a H.M. TI'enetuka: kypc nekiiid: HaBdaubHHN mocionuk/ H.M. Kanamba. —
Cymu: YHiBepcuteTchbka KHura, 2023. — 397 c.
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1.

8.

9.
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EnexrponHni ingopmaniiini pecypeun



baza pganux HamionameHoro nentpy Oiorexnosioriynoi ingopmarii CILIA (NCBI), mo
MIPEJICTaBIIsIE KHUKKY 3 6ioMeunnau, mocionuku NCBI To1o, a Takok HaJae JOCTYII 10 PECypCiB
3 reHeTuKH, Takux gk GeneReviews https://www.ncbi.nlm.nih.gov/books
OMIM (Online Mendelian Inheritance in Man) — An Online Catalog of Human Genes and
Genetic Disorders https://www.omim.org
http://ghr.nlm.nih.gov
http://www.orpha.net
http://rarediseases.org
Menuuna reneruka — B.E. Mapkesuu https://polka-knig.com.ua/book.php?book=333

[MpakTuune 3aHATTA Ne 2

Tema: CemioTHKa CIaKOBUX XBOP0O
Mera: 3acBOiTH YMIHHS CaMOCTIHHO BHKOPUCTOBYBATH 3HAHHS MPO OCHOBHI MIKpoaHOMaii 1
BaJd PO3BUTKY — CHMITOMH CHAJKOBOi marosiorii. Bmitu ommcatu ¢eHoTHn XBOporo i3
BUKOPHUCTAHHSIM TEPMIHIB, SIK1 [I03HAYAIOTh MIKPOAHOMAJTIi 1 BaJl1 PO3BUTKY.
OcHoBHi nousiTTsi: CUHAPOM B MEAMYHIN T'€HETHUIll, CHHAPOMOJIOTIUHUHN aHali3, MIKpOaHOMaTI]
PO3BUTKY, NPHUPOJKEHI Baaud PO3BUTKY, KPUTHUYHI TMepiojud eMOpIOHAIbHOIO PO3BUTKY,
rameronarii, Omacromarii, emOpiomarii, ¢eromnarii, 130Jb0BaHi, CHUCTEMHI, MHOXXWHHI BaJu
PO3BUTKY, TEpPBUHHI, BTOPHUHHI BaJH, CMAaJKOBI, TEpaTOTE€HHI, MYJIbTHU(AKTOpIaAIbHI BaJH,
TepaToreHHi (pakTopH.
Oo6aanHanus: MynbTUMeEIIHUI POEKTOp, HOYTOYK, MyJIbTUMEIIHI Mpe3eHTallll, CUTyalliiH1
3aj1avi, HaOlp (EHOTHUIIB XBOPUX 3 HAWOUIBII MOUIMPEHWMH MIKpOaHOMANiAMU M BajaMu
PO3BUTKY.

Ilnan:
I. Opranizaniiini 3axoau (MpuBiTaHHS, MEpeBipKa NPHUCYTHIX, IMOBIIOMJIEHHS TEMH, METH
3aHATTS).

Momusayis 3000ysauie euwoi oceimu wo0o eueyenns memu. KiIIHIYHA AlarHOCTHKA
CIaJKOBHUX XBOPOO 0a3zyeThcst HAa aHai31 peHoTumiB xBopux. CriaKoBi XBOPOOU CIIPUUHHIOIOTHCS
myTanissMu. [IposiB Gararbox MyTaliii MOYMHAETHCS B €MOpIOHAIBHOMY IE€piojai, TOMY IpH
CHaJIKOBHX XBOPOOAaxX 4acTo MOPYHIYIOTHCS MPOIECH TicToreHe3y 1 opraHoreHesy. Lle, y cBoro
4yepry, MPU3BOIUTH 10 GopMyBaHHS BaJl 1 MIKpOQHOMAITIH PO3BUTKY, K1 POPMYIOTH crieluiaHu
¢denotun xBoporo. KiiHiuHa miarHOCTHKa 0a3yeThCs Ha 3HAHHI UX CHUMIITOMIB, TOMY TeMa
aKTyajbHa JJI1 MAOYTHBOTO JTiKapst Oyb-sAKOT CIIEIiaIbHOCTI.

II. Kontposb omopHoro piBHf 3HaHb (ONMTYBAHHSI CTYAEHTIB, cmiB0eciia 3a TemMoOI0
3aHATTS)
2.1. Bumoru 10 TeOpPeTHYHOI TOTOBHOCTI CTYIEHTIiB /10 BHKOHAHHS NPAKTHYHUX
3aHATb.
CmyOdenm nogunen 3namu:
— JIaHi aHaMHe3Y, 10 MOKYTh BKa3yBaTH Ha CHaJKOBY IaTOJIOTIIO,
— OCHOBHI MiKpOaHOMaJlii Ta BaJi PO3BUTKY,
— KiIacudikaliro Baja po3BUTKY,
— Kiacudikaliro i IpUKJIAaAd TepPaTOTeHHUX (PAKTOPIB,
— 3arajbHi CUMIITOMH CIIaJIKOBOI MATOJIOTil y HOBOHAPOJKEHUX, Y JITEH PaHHBOTO BIKY,
JiTel MOMIKITFHOTO 1 MOJIOIIOTO MIKUTEHOTO BIKY, Y MATITKOBOMY 1 3piIoMYy Billi.
Ha ocHOBI TeOpETHYHHUX 3HAHB 3 TEMHU:
emimu.:
— TpoaHaNi3yBaTH JaHi aHAMHE3y 1 BA3HAUYUTH O3HAKH, [II0 BKa3yIOTh Ha MOXKJIUBY CIIa/IKOBY
MaTOJIOT IO,
— IIpH aHali31 (EHOTUITY XBOPHUX BHUSBIATH HAUOUIBII MOIIUPEH] MIKpOAHOMAJTIT PO3BUTKY.
2.2. IIutanHs A5 nepeBipKu 0a30BUX 3HAHB 32 TEMOIO CeMiHApy
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1. OcobnuBocTi nepediry CnaKoBUX 3aXBOPIOBAHb.

N

NG~ W

nepiosy.

Jlari aHaMHe3Yy, sIKi MOKYTh CBITYHTH MPO CIIAJKOBUI XapaKTep 3aXBOPIOBAHHSL.
OcobnmBocTi 300py aHAMHECTUYHUX JTAaHUX.

o Take cuHapOM B KiiHIYHIHM reHeTuwi? [TIOHATTS PO CUHAPOMOJIOTIYHUH J1aTHO3.
o Take mpupomxeni Baau po3BuTky (IIBP) i mikpoanomaitii po3BuTky?

[Mpuknaay HAOLTBII MOMIMPEHNX MIKPOAHOMAJIIH 1 BaJ PO3BHUTKY.

Knacudikanis [1BP 3a etionoriero, 3a 00’€MOM ypayKe€HHS 1 TOCTITOBHICTIO BUHUKHEHHS.
I'ameromarii, emOpionarii i peromarii. Kpuruuni nepioan eMOpiOHaTIBHOTO PO3BUTKY.
Knacudikanis tepatoreHanx dakropis. [IoHATTS mpo TepaToreHHi TepMiHaIiiHI

9. CuMrnToMu ciagKoBOi 1 MPUPOIKEHOT MTATOJIOTI] Y HOBOHAPODKEHUX, AITeH PAaHHBOTO,
JOMIKUTBHOTO 1 MOJIOAIIOTO MIKUTHHOTO BIKY, Y MJIITKIB 1 JOPOCIHX.
2.3. TecToBi 3aB1aHHs Ta 3a/1a4i 11 NepeBipKu 0a30BUX 3HAHDb 32 TEMOIO ceMiHapy:

3aBgannss  1: OOepitb OHY BIpHY

BIIIIOBIJIb:

1. CunngpomonoriyHuil 1iarHos B
KJIHIYHIN reHeTuIl — 1€ :
A. JliarHOoCTHKa 3aXBOPIOBAaHHS Ha
OCHOBI aHaJI13y TEHOTHUITY XBOPOTO
B. JliarHocTrka Ha OCHOBI aHaJi3
pe3ynbTaTIB MapakIiHIYHUX METO/IIB
TOCIIKEHHS
C. BcraHoBieHHS 1iarH03y Ha OCHOBI
y3araJibHEHOTO aHaIi3y BCiX
(heHOTUTIIYHUX O3HAK 1 BUSBJICHHS
CTIMKOTO TX MOE€AHAHHS O3HAK
D. KomIuiekcHU BUCHOBOK PO
3aXBOPIOBaHHS HA OCHOBI aHAII3Y
(heHOTHITY 1 TaHUX TEHEAIOTTYHOTO
TIOCIIKEHHSA
E. JliarHocTrka 3aXBOpIOBaHHS Ha
OCHOB1 aHAMHECTHUYHUX JaHUX
2. TepwmiH «MiKpoaHOMaTii PO3BUTKY»
HaJISKUTH 0 MOPQOJIOTIYHOT 3MIHH
oprana abo 4YaCTUHHU OpraHa:
A. [llo BUXOUTH 3a MEXi HOpMaJIbHOT
Bapiarlii i mopymrye ¢yHKIlii opraHa
B. IIlo BuxoauTh 3a MeXi HOPMaJIbHOT
Bapiallii i 1o COPUYUHIOE KOCMETHYHI
nedeKTu
C. 1o BuX0OaUTh 3a MEXI
HOpPMaJbHOI Bapiallii 1 He mopyirye
¢byHK1Ii oprana
D. o He BUXOIUTH 32 MEXi
HOpPMaJbHOI Bapiallii 1 He mopyirye
byHKIii
3. Slka MmakcuManbHa KUTBKICTh
MIKpOAHOMAJIIH PO3BUTKY MOXe OyTH
y 3JI0pOBOI JIFOJJUHU B HOpMi?
A.0
B.1-3

.3
4
.5

Mmoo
(SR B

4. Ska MaKCUMaJIbHa KUIBKICTB
MPUPOJDKEHUX BaJ PO3BUTKY MOXKE
OyTH y 3I0pOBO1 JIFOJJUHU B HOPMi?

A.

C‘JOI—\
AN

MoOwWo
T
ol

T
o

5. JIo MemuKO-TeHETUYHOTO IIEHTPY
HarpaBjieHO 37-piYHY BariTHY KIHKY.
Bona wmae TigBUIIEHWNA — PUBHK
HApO/DKEHHSI AWTHUHU 31 CHAJKOBOIO
MaTOJIOTIENO:

A. AyTOCOMHO-TOMIHAaHTHOO

MOHOT'E€HHOIO
B. AyTOCOMHO-PELECUBHOIO

MOHOT'E€HHOIO

C. 34erieHoo 31 CTaTTI0 MOHOTEHHOIO
D. XpomocomHOI0
E. MynbsTudakropianbHOIO

6. Jlo MeIuKO-TeHETUYHOTO IEHTPY
HAIpPAaBIIEHO 25-piuHY BariTHY KIHKY.
[ gonogikoBi 40 pokis. Taka pomuHa
Ma€ MiIBUIIEHUN PUZHK HAPOKEHHS
JTUTHHH 31 CTIaJKOBOIO MATOJIOTIEI0:

A. AyTOCOMHO-ZIOMIHAHTHOIO
MOHOTEHHOIO

B. AyTOCOMHO-PELIECUBHOIO
MOHOTEHHOIO

C. 3uenieHoro 31 CTaTTI0 MOHOTEHHOIO
D. XpomocomMHO0
E. MynbTudakropiaibHOIO

7. Y HOBOHapOJKEHOTO XJIOMYMKa 3
cuapomMoM JlayHa  BepTHKaJlbHA
HIKIpHA CKJaJKa Y BHYTPIILIHBOMY



Kyri oxa. Taka MikpoaHomalis
PO3BITKY Ma€ Ha3BYy:
A. MouromnoinHiii po3pi3 oueit
B. AHTUMOHTOJIOTIHIN po3pi3
C. Tenekanr
D. Emikant
E. Bredapodimos
8. XapakTepHOIO O3HAKOI CHHIPOMY
«KOTAYOTO KPHUKY» € 30UIbLICHHS
BiJICTaHI MDK BHYTPIIIHIMH KyTaMu
oueil. Taka MiKpoaHOMaisi PO3BUTKY
Ma€ Ha3BYy:
A. T'inoTtenopusm
B. ArTrMOHTOI0THII pO3pI3
C. Tenekanr
D. Enikant
E. I'imeprenopusm
9.V UTUHU 3 CHHIPOMOM
®paHYeCKeTTI € TATOTHOMOHIYHHUI
CUMITOM — IIUTMHOMOAI0HUH AeQeKT
Kkpato moBiK. Takuil cumnrom Mae
Ha3BY:
A. Enikant
B. Tenekant
C. Karapakra
D. Kono6oma
E. Axpomis
10. Haitgacrimie BiACYTHICTh palayKHOI
000JIOHKH OKa — II€ HACIIIOK HOBOI
nomiHaHTHOT wmyrtamnii. Taka Bama
PO3BUTKY Ma€ Ha3BYy:
A. Anipumis
B. Tenekant
C. Karapakra
D. Kono6oma
E. Axpomist
11. Vv 9-MicsuHO1 IIUTUHA 3
HEBPOJIOTTYHOI0 CHUMIITOMATHUKOKO 1
3aTPUMKOIO MICUXOMOTOPHOTO
PO3BUTKY MpPH JOCHIKEHHI CITKIBIII
OKa BUSBIICHA YEPBOHA IUIAMA Y MiCIIi
ciinoi IsIMH  (30pOBOTO  HEPBY).
Taxuii cUMIITOM Ma€ Ha3BYy:
A. IIto3
B. I'erepoxpomis
C. Karapakra
D. Axpowmis
E. CumnToM «BUIIHEBOT KICTOUKM»
12. XapakTepHOt0 O3HaKOIO OaraTbox
XPOMOCOMHUX CHHJIPOMIB € MaJieHbKa
HEJOPO3BMHEHA  HIDKHS  IIEJera.
Takuii cCHMIITOM Ma€ Ha3BY:

A. MikporHaris
B. Mikporenis
C. IIporuaris

D. IIporeHis
E. Axpomis

13. Y 14-piuHOi MIBUMHKH 3 CHHAPOMOM
[llepemieBcbkoro — TepHepa Ha

OIYHUX TOBEPXHSAX IIHI TO3I0BXKHI
mWKipHi ckmagku. Takwil cuMnToM
HAa3UBA€EThCA:
A. Komoboma
B. EmikanTt
C. IIto3
D. IItepuriym
E. KpuBomms

14.Y HOBOHapOKEHOTO 3 CHHAPOMOM
EnBapaca aHTUMOHTONOiTHUN poO3pi3

OYeH. 1Mo O3Havae TaKa
MiIKpoaHoMatis?
A. 301IbIIIeHa BIICTaHb MDK

BHYTPIIIHIMH KyTaMH OpOiT
B. OmnymieHi 30BHIMIHI KyTH OYHHUX
MIUTHH
C. By3bka oyHa miinHa
D. OmnymieHi BHYTpPINIHI KyTH OYHUX
HIUTUH
E. TliBmicsneBa ckmaaka mKipyu OIS
BHYTPIIIHHOTO KyTa OKa
15.V HOBOHApO/KEHOTO 3 CHHAPOMOM
JlayHna KOpoTKa roJjioBa 3i CIUIOIICHOIO
notunuuero. Taka gopma yepena mae
Ha3BY:
A. bpaxinedanis
B. Honixonedaris
C. Cxadouedaris
D. Akponedaris
E. Mikpouedaris
16. brakuTHMIA KOJIIp CKJIEp 1 TOTHYHE
MigHEOTHHS — I1€ 03HAKH, XapaKTepHi
JUIS CIIAJIKOBOTO MOPYIIEHHS OOMIHY:
A. ByrieBonis
B. Jlitixis
C. Cnony4Hoi TKaHUHU
D. AMIHOKHCIIOT
E. 'emornoGiny
17. MoHnronoinuuii po3pi3 oueit — ue:
A. 301IbIIIeHa BIJCTAHb MDK
BHYTPILIHIMHM KyTaMHu oueit
B. Onymienuii 30BHIIIHINA KyT OKa
C. By3bka o4Ha 1iinuHa
D. Onymienuii BHyTpilIHii KyT oka



E. IliBmicsaumeBa  ckjaagka  OuIs
BHYTPIIIHBOTO KyTa OKa



Eranonn Bignosineii: 1-C, 2-C, 3-B, 4-A, 5-D, 6-A, 7-D, 8-E, 9-D, 10-A, 11-E, 12-B, 13-D,

14-B, 15-A, 16-C, 17-D

3aBaannsa 2. Hwmwxdue B Tabmuii crnpaBa mepepaxoBaHi MiKpoaHOMaiii pO3BUTKY 1 Baau
PO3BUTKY. BKaxiTh, sIKi 3 TIepepaxoBaHUX 3JliBa XapaKTEPUCTUK (PEHOTHUITY BiAIMOBIHAIOTH 1M

TepMiHaM.

MikpoaHoMmatii i Bau PO3BHUTKY

XapakTepUCTHUKU PEHOTHITY

B) BiacyTHicTh MpOKCUMaNIBHUX BIIIUTIB KIHI[IBOK
C) Bucrynatoua Bmnepen BepxHS —Imeiena 1o

XK) 3ruHagbHa KOHTpaKTypa nanbIliB
IPOKCUMAaJIbHOMY MDK(]amaHroBoMy cyrio0i

1. Kamnromaktumis A) Hlkipua xkpuiionogiOHa cKiiaaka

2. ApaxHOJTAKTHIIiSA

3. KimHomakTwmist

4. ExtpomakTuiis BIIHOIIEHHIO 10 HWKHLOT

5. ®okomemnis M) JlaTepanbHe BUKPUBIIEHHS NaNbLIIB

6. Bpaximenis E) Kucts abo crona y popmi KIiIiniH1 paka
7. Tipcytusm

8. Ilrepuriym

9. TlporHnaris 3) HagmipHe 0OBOJIOCIHHS 32 YOJIOBIYUM

TUIIOM Y JKIHOK
I) YkopodeHHs KiHITIBKH
K) JoBri maBykomoai0H1 maibIli

(o)

y

Eranonn Bignosineii: 1-K, 2-K, 3-/1, 4-E, 5-B, 6-1, 7-3, 8-A, 9-C

3aBananHs 3: 3 mepepaxoBaHUX XapaKTEPUCTHK OOEpITh O3HAKH, HaMXapaKTEpHIIIl s

CHaJKOBOI MATOJIOT1] (KUIbKa TPaBUILHUX BIATOBIICH):
A. Ctporo Bu3Ha4eHa yacoBa MaHiecrarris.
B. HasBHiCTh cCHMIITOMIB 3aXBOPIOBAHHSI Y POJINYIB.

C. 3anydyeHHs B MaTOJIOTIYHHUM MpoIec OararbOX OpraHiB 1 CUCTEM OpPTraHiB.

D. IlporpenieHTHHIA XapakTep nepediry XBOpooOu.
E. T'ocTpwuii mepelir 3aXBOprOBaHHS.
Bipni Bignosiai: B,C,D

I1l. ®opmyBanus npodeciiinnx BMiHb, HABHYOK

3.1. IlepeJiik HABYAJILHUX NPAKTHYHHUX 3aB/JIaHb, IKi HEOOXiITHO BUKOHATH i/l Yyac

NPAKTUYHOI'0 3AHATTH:

1. TlpoananizyBaTu (heHOTHNIH XBOPUX 3 XPOMOCOMHHUMHU 1 MOHOTEHHUMH 3aXBOPIOBAHHSIMH,

BU3HAYUTH MIKpOAHOMaJIii 1 Bali pO3BUTKY

2. IlpoananizyBaTu iCTOpit0 XBOpoOU, Ha3BaTH O3HAKH, 1110 BKa3yIOTh Ha CIaJKOBY MATOJIOTIIO

3. Posp’s3atu cutyarliiiai 3aaui

3.2. Pexomenaanii (iHCTpyKIii) 11010 BUKOHAHHS 3aBJAaHb

Po6ora 1. IlpoanamizyBatu (eHOTHNM XBOPUX 3 XPOMOCOMHHUMH 1

3aXBOPIOBAHHAMM, BUSHAYUTHU MiKpOaHOMaﬂﬁ 1 BaJlu pO3BUTKY

MOHOI'CHHUMMH




Ornsin XBOPOTO 13 CIAIKOBOIO IMATOJIOTIEI0 MPOBOIATH «Bi BEPXIBKH JO II'AT», OCKUIBKH
O3HAKaMM CIIaJKOBOI MAaTOJIOTiI MOXYTh OyTH 3MIHH OyAb-SIKHX MOPQOJIOTTYHHX CTPYKTYp
JIFOJICBKOTO Tijla.

Kniniune oOCTeKEHHs XBOPOTO IMOYUHAIOTH 3 BUMIPIOBAHHS 3pOCTy 1 Macu Tina. OxepikaHi qani
MOPIBHIOIOTh 3 HOPMAJIBHHUMH BIKOBUMH TOKa3HUKAMH B TOMYJALii. AHTPOIIOMETpHYHI
MOKA3HUKK Yy OCi0 i3 CMaKOBOIO XBOPOOOIO, SIK MPABWIIO, BHXOJIATH 32 MEXKI HOPMAaJIbHHUX
Bapiarii.

Maca Tina. CnagkoBi 3aXBOPIOBaHHS 4aCTO BHSBJISIOTHCS 1€ B eMOpIOHAIBHOMY TeEpiofi
PO3BUTKY, IO HPU3BOJHUTH JI0 3aTPUMKH BHYTPIIIHBOYTPOOHOTO PO3BHUTKY, rimorpodii ado
rinomnsia3ii HOBOHAPOJKEHOro. 3MEHIIEHHS MacHu TUla, HalpHUKIal, CIOCTEpIraeThCsl IpHU
XPOMOCOMHHUX XBOPO0ax, CHaJKOBHUX IOPYIIEHHSIX OOMIHY pPEUYOBHH, MPHUPOPKEHHX BaJax
TPaBHOTO TPakTy Ta 1H. Moxe criocTepiratucs oxxupiHss (cunapom Ilpanepa — Bimni Ta iH).

3pict. CiagikoBi XBOpOOHU YaCTIIIE CYPOBOIKYIOTHCS 3aTPUMKOIO 3pOCTY B €eMOPIOHATBHOMY
1 mocreMOpioHAIbHOMY TMeploJii (XpOMOCOMHI XBOpoOM ab0 MOHOTE€HHI CHHAPOMH, IO
CYIPOBOJIKYIOTHCS KAPIIMKOBICTIO). 3MEHUIEHHS 3pOCTY HAa3UBAEThCA MIKPOCOMI€IO (HaH13M, a0o
KapJIMKOBICTh) Yy AiTel crapmioro Biky. [Ipomopiii Tina npu npoMy MOXyTh OyTH 3MiHEH1 a0o
3QJIMIIATACS HOPMATbHUMU. Pifiie crmoctepiraeThes 30UTHIICHHS 3pOCTY — MaKpocoMmis, abo
rirantu3M (cuaapom Cotoca).

Cumerpuunicth TiIa. HeoOximHO 3BEpHYTHM yBary Ha CHUMETPUYHICTb TUIA, OCKUIBKH
crenu@iuHOI0 O03HAKOKO NEAKMX CHAJKOBUX XBOpPOO € YacTKoBa acuMetpis (remidariaibHa
rineptpodisa, curaapom Kiinmenss — Bebepa Ta iH.) AG0 OBHA acHMETpis TTPaBoi 1 JIBOT YaCTUH
tina (cuaapom Paccena — CuibBepa).

T'osoBa, 00AMYYSA, IIKS.

A) 3mina po3mipiB 6utbin HK Ha 10 % Bix BIKOBOi HOPMH. Y HOBOHAPOJKEHHUX KIIHIYHO
3HAYYIIE BIAXUJIECHHS Bl HOpMHU Ha 5 cM: Mikpouedatis (-5 cm) abo makpouedaitis (+5 cm).

I'iaponedanis (BoasHKA TOJOBHOTO MO3KY) BiIpi3HAETHCSA (EHOTHIIYHO Bim Makporiedanii
HEBIAMOBIIHICTIO PO3MIPIB JIMIILOBOTO 1 MO3KOBOTO Yeperna — OOJIMYUs BiTHOCHA MaJIeHbKE, JI0O
HaBHCAa€, MO3KOBHUH uepen 30UIbIICHHH, PO3MIUPEHI MIAMKIPHI BEHH, MOXJIMBE PO3XOKEHHS
IIBIB uepena, BUOyXaHHs TiM S4YOK.

b) ®opma ueperna Mmosxe OyTH 3BMUHA a00 aHOMaJIbHA — acuMeTpHryHa. [lepeayacHe 3poieHHs
1IBIB Yepena (KpaHIOCHHOCTO3) 0OMeXye pICT ueperna B ToMy a0o0 1HIIOMY HAmpsIMKY 1 Bee 110
roro aedopmanii. Moxke crnocrepirarucs Opaxinedaiis (BigHOCHE 30UIbIIECHHS IOMEPEYHOTO
niamerpa, oOauYYs CIUIONIeHe); AoJixonedaris (30UIbIICHHS MO3I0BXHBOTO JTlaMeTpa deperia)
(muB. Puc. 5.8); ckadouedanis (By3pka rosoBa 3 JOOOM 1 MOTHIHWIEI, IO CTUPYaTh,
YOBHOMOAIOHAa ¢opma dyepemna); TpuroHouedanis (depen po3MMUPEHUN y IUISHII NOTHIIMII 1
3BY)KEHHUH B JIOOOBII YacTHHI 32 PaXyHOK HEPO3BMHEHOCTI J00OBHX rop0iB); akpouedaiis abo
okcuuedanis («OamTOBHIT» Yepen i3 3arOCTpeHHSIM Y AUIIHIN CariTajJbHOIoO IIBa — «IIYKpPOBa
TOJIOBaY).

B) Husbkuii pict Bosoccst Ha 1001 i MOTHUITHIL.

I') O6nuyus: nrammHe obnuyus (cuHApoM Mapdana), JsibkoBe 0O0nauuYs (TIIKOTEHO3M),
rpy0e o6auyyst 31 30UIbIIIEHUMH HaIOPIBHUMHU JyT'aMHu, TOBCTUMHU r'yoamMu (MyKOTIOJIicaxapuio3);
TpukyTHE 00aMyus (cuHapoM Paccena — CunbBepa).

J1) JIo6: HU3bKUH, Ty’e BUCOKUH, CTUpYaTh J0OOBI rOpoOu.



E) Bamu po3BUTKY 1 MikpoaHOMaJlii O4ei:

Po3pi3 oueit Moxe OyTM TOPU3OHTANBHUM (HOpMa ISl €BPONEHCHKUX MOIYJISIi),
MOHTOJIOTTHUAM (30BHILIHINA KYT OKa BUILUI 32 BHYTPIIIHIN), aHTUMOHTOJIOTTHUM (30BHILIHINA KyT
OKa HM)KUUH 32 BHYTPILIHIH).

lmoTenopu3M — OMU3BKO PO3TAIOBAHI OYi, TIMEPTEIOPH3M — 30UIbIIEHA BiACTAaHb MK
BHYTPIIIHIMU KyTaMu O4ell (y HOpPMIi BiICTaHb MK BHYTPIIIHIMH KyTaMH O4Y€d B CEPEAHBOMY
JOPIBHIOE JIOBXKWHI OYHOT NIUTWHU).

AnOo(draneM — BIiICYTHICTH OgHOTO a00 000X OdYeil; KpunTodaabM — BIACYTHICTH OYHOI
UIIMHY, BIK, HEJIOPO3BUHEHHS OYHOro s0iyka; OydrambM — 30UIblIEHE «OHYaye» OKO;
MIKpoTaJlbM — MaJIEHbKHI pO3MIp OKa; €eHO(TaabM — 3CyB OYHOro si0Jyka Haszaja (riubdoke
po3TalllyBaHHs B OYHIM sIMIT1), €K30(pTajbM — BUIIMHAHHS O4ell Bepes.

CuHo(pu3 — 3polieHi Ha niepeHicci OpoBH; TU- 1 TPUXCTHX1a3 — MOABIMHUM 1 HOTPIAHUM ps
Biif; KOJI0OOMA MOBIKM — KJIMHONOMIOHUN NledeKT (IpoBajl Kparo MOBIKM); €MIKAaHT — IIKIpHa
CKJaJKa Ouls BHYTPIIIHBOTO KyTa OKa, fIKa MPUKPUBAE CII3HE M’sclie; MIKpoOiepapoH —
3MEHIICHHS BEPTHKAILHOTO pPO3MIpy TOBIK, IO MPHU3BOAWTH 10 TOPYIICHHS iX CTYJICHHS;
onedapodiMo3 — yKOPOUEHHS TMOBIK 1 3BY)KEHHSI OYHO1 IIUTMHU; MTO3 — OIMYIICHHS] BEPXHBOT
MTOBIKH.

brnakuTHUN KOMIp CKJIEep YHACHIAOK iX CTOHIIEHHS CHOCTEPIraeThCsl MpU MOPYLUIEHHI OOMIHY
CHOJIy4yHOT TKaHUHHU (cuHApOoM MapdaHa, HeJOCKOHAIUN OCTEOTEeHE3 Ta 1H.).

MikpoKop 1 MAKpOKOp — 3MEHIIIEHHS a00 30UIbIIIEHHS PO3MIpPiB POTIBKH; JIEHKOMAa POTIBKH —
MIOMYTHIHHS POTIBKU («O1LTBMOY); KOJIOOOMaA paiayKHOT 000JOHKA — IIUTHHOMIOMIOHNN AedeKT
padIyXKH; aHIpUIisT — MaikKe MOBHA BIACYTHICTh paliaykHOT 00OJOHKU (YCTIAAKOBYETHCS SIK
JIOMIHaHTHA O3HAKA); TETEPOXPOMIs — HEPIBHOMIPHUHN PO3IMOALT MIrMEHTY B MEKaxX OJHOTO OKa
abo pi3He 3a0apBiICHHsS O4Yeil; adakii — BIICYTHICTh KPHUINTAIMKA; KaTapakTa — MOMYTHIHHS
KPHILTAINKA;.

[Ipn cnagkoBUX 3aXBOPIOBAHHAX 3yCTPIYAETHCSA TJAyKOMa, CTpabi3M  (KOCOOKICTH),
KOPOTKO30PICTh, CIIIOTA.

[Ipn mimo3pi Ha CHAIKOBY IATOJOTiI0O OOOB’S3KOBO HEOOXiJHA KOHCYJBTAIllSl OKYIIICTA,
OCKUTbKH BaJM 1 MIKpOAHOMaJii 04eil BXOJATh y CUMITOMOKOMILIEKC Onu3bko 280 cragkoBuX
XBOPOO.

2K) Anomanii mepeHiccst 1 Hoca

[lepeniccs: 3amane, mIMpoKe, IIIOCKE, BUCTYIAE BIEpe] 3 MapaleIbHUMH KpasMu («IIOJIOM
IPELBKOTro BOTHAY).

Hic: cimnononiOHuii, NTaliMHUM, rpylIonoAiOHUA, KOPOTKUM HIC 3 HI3JAPSAMHU, BUBEPHYTUMHU
Briepen. l'imomnaszis oAHIET MOJOBMHM HOCA, TiNOIJIa3is KPWJI HOCA, BUKPUBIEHHS HOCOBOI
NEePEropoJIKi, KOJIOOOMH KpUJI HOCA.

3) AHomautii 6y10BU 1 BaJJi HOCOI'YOHOT JUISIHKY 1 IIIEJIeTI.

Bepxus menena Moke OyTH HEJOpPO3BHHEHOIO (MIKpOTHATIsl), ab0 BHCTYNMaTH BIIEpeN
(mpornarisi). Hegopo3BUHEHICTh HMKHBOI IIENENH — MIKpPOTeHisl, a 1 HaAMIpHUN PO3BHUTOK 3
MaCHBHHMM M1100PIAIsIM — MPOTeHis (HUXKHS MPOTHATISA).



YxopoueHHs1 ab0 mogoBxkeHHs (HuIbTpa (HUIbTP — BiACTaHh MDK KiHIIEM HOCA 1 YEpBOHOIO
00JISIMIBKOIO BEPXHBOT I'yOn).

E) Pot. MakpocToMist i MikpocTOMisi — 30UTbIIEHHS a00 3MEHIICHHS PO3MIpPIB pOTa; AYyXKe
TOBCTI ryOu a00 TOHKI I'yOH.

Xe#nmocxi3 — po3UIIMHA BEpXHBOI TIyom («3as4ya ry0a») — moBHa ab0 4YacTKOBA,
OJIHOCTOPOHHS a00 JBOCTOPOHHS, CEPEIUHHA.

3MiHa KUTBKOCTI 3y0iB (aJOHTISl — BIACYTHICTB 3y0iB, OJIrOOHTIS — MEHINA KUTBKICTh 3y0iB),
HA/IKOMIUIEKTHI 3yOH, 3MiHa (opMu (KOHIUHI 3yOm). Makpo- 1 MiKpOJOHTIsI — 301IbIIeHHS a00
3MEHIIEHHSI pOo3MIpy 3Yy0iB, 3pOIEH] 3yOH, ailacTeMa — MIUTMHA MDK IIEHTPAJbHUMU PIBISIMH.
3MiHa KoJIbopy 3y0iB — amenoreHe3. MHOKMHHUHN Kapiec.

Bucoke («rotuune») migHeOinHs. [lamaTocxi3 («BoBua namia») — po3LIUIMHA MITHEOIHH —
MOBHA, HETIOBHA, OJIHO- 1 IBOCTOPOHHS, HACKPI3HA 200 MiICIN30Ba.

Makxkpornociss — 30UIbIIEHHS S3UKa, MIKPOTJIOCiE — 3MEHIIEHHS S3HKa.
I) Bymni pakoBUHHU.

[Ipouec dopmyBaHHS BYIIHOT PaKOBUHU B €MOpIOHAJILHOMY PO3BHUTKY AYXKE UYTIUBUUA 10
3MIHU TeHOTUIy abo i TepatoreHHUX ¢akTopis. [lpu crankosiil 1 MPUPOHKEHIN NaTONIOT1i 4acTo
CrioCcTepiraeTbes 30UIbIIEHHS BYITHUX PAaKOBUH (MakpooTisi) a00 3MEeHIIEeHHS (MIKPOOTIs), BUIIE
a00 HIKYE pO3TAIllIOBaHI BYIITHI paKOBUHHU, AeOopMaIlis BYIITHUX PAKOBUH. Y HOPMI HIDKHS CTIHKA
30BHIIIHHOTO CIYXOBOTO MPOXO/AY Y JIOPOCIIOTO 3HAXOAUTHCS HA PiBHI JIIHIT, 10 3’ €IHYE BUIBHUUN
Kpaii OCHOBHM KpHJjia HOCA 3 OCHOBOIO COCIIEMOAI0HOTO BIIPOCTKA CKPOHEBOT KICTKH.

YacTo 3ycTpiv4aroThCs: MPUPOCIa MOYKA ByXa, M SICHCTa MOYKa ByXa, BIICTOBOypYEHI BYIIIHI
paKkoBUHM, TPUBYIIHI (icTynw (OTBOPU XOJiB, IO CIIMO 3aKIHYYIOTHCS), MpeaypuKyIspHI
MariJoMu, aTpesist ab0 CTEHO3 30BHINIHBOTO CIIYXOBOTO MPOXOJTY, TIMO- 1 TIMepIia3isi OKpEMUX
CTPYKTYP BYIIHOI PAKOBHHH.

MoxyTh criocTepiratucs TyroByxicTh a00 IIyXoTa.

K) [Ius: ykopodeHa; KpuIomo1i0Ha CKJIaKa MKIpH — MUHWHWA ITEPUriyM; CEpeInHHI 1 019H1
KICTH; M’s30Ba KPUBOIIUS —— YKOPOUYCHHS TIPyTHHHO-KIFOYNYHO-COCIICTIONIOHOTO M s34,
BHACJIIZIOK YOTO TOJIOBA IUTHHU HaXWJIEHA B YPAKEHY CTOPOHY.

Tyay0

A) Hedbopmarii rpyaHoi kiiTku 1 Xxpebta. biune BukpuiieHHs xpeOTa 3 Oro moBOpoToM —
CKOJII03, BUKpUBIEHHS XpeOTa OMyKIICTIO Ha3aa — Kido3 (3a3BUuail B TPyJHOMY BIIJLNL);
KiOCKOI103; BUKPUBIIEHHSI XpeOTa OMYKIICTIO BIEpe] — JIOPA03 (3a3BUYail y MOMEPEKOBOMY
Bigaini). [Inocka cniHa — BiACYTHICTH (pi3ionoriyHUX BUTHHIB. CaKkpalbHUN CUHYC — 3alalaHHs
HIKIpY B TIONEPEKOBO-KPMXKOBIHM JUISHII 11O CepeIHil JiHil.

I'pymu meBus — mneikonoiOHe 3arinOieHHs TPYAHUHHM 1 peOpOBUX 3WIEHYBaHb, IJIOCKA
IpyJHa KIiTKa, KHWJIenoai0Ha rpyHa KiIiTKa — BUCTYIaroua BIepe]l IpyIHUHA 1 pedpa («Kypsaui

TPyAn»).

b) 3miHa cockiB 1 MOJOYHHX 3aJl03: BIICYTHICTh COCKIB — aTelis, JOJATKOBI COCKU —
MOJIITENIs, LIMPOKO PO3CTaBJIE€HI COCKM — TilepTenopu3M cockiB. HaamipHuil po3BUTOK
MOJIOYHHX 3aJI03 Y YOJIOBIKIB — T'iHEKOMACTIsl.



B) T'pmxi Oinmoi miHii XKMBOTa, IYIKOBi, IMYNKOBOTO KaHaTHKa (oMdarornene), maxosi,
MaXBUHHO-MOIIOHKOBI.

I') Tlopymenas OynOoBH CTaTeBHX OpraHiB. Y YOJOBIKIB €MiCHajis — BEpPXHS PO3KOJIMHA
YPETpH i3 3CYBOM ii OTBOPY Bropy; rinocraiis — HUKHS pO3KOJIMHA YPETPH 13 3CYBOM 1i OTBOpY
BHHU3 aX JI0 MpOMEeXHHU. Makpodaroc i Mikpodanoc — 30UTbIICHHST 200 3MEHIIEHHS CTaTEBOTO
yieHa. Kpuntopxizm — BiICYTHICTB OJTHOTO 200 IBOX SI€YOK B MOIIOHIII. Y KIHOK — rinepTpodis
KJIITOpAa, Tirmo- abo rinepruiasis cTaTeBUX ryd, aTpesis MixXBH Ta iH.

KiHmiBku. Amenis — BiJICYTHICTh KiHITIBKH. DOKOMEITisl — IMOBHA a00 YaCTKOBA BiJICYTHICTh
MPOKCUMAIBHUX BIIIUTIB KIHIIBOK (TrOJIeHETOi0H1 KiHIIBKH). bpaxiMmeniss — yKOpOueHHs
KIHIIIBKM. ApaxHOJAaKTWIig — JOBI1 NaBYKOMOMiOHI manbli. bpaxigakTuiisi — yKOpOYEHHs
nmanpliB. [3omakTvais — Bcl Hanbll OJHIET AOBXMHUA. KaMnTomakTuiils — 3rHHalbHA
KOHTpAaKTypa HalbliB B MPOKCUMAJIbHOM MbK(asaHroBoMy cyrio6i. KiuHomaktumiss —
JaTepaibHe BUKPUBJICHHS TaibliB. ONMIrOJakTUisi — 3MEHIICHHS KUIBKOCT1 TMaJibIIiB.
[MomigakTunis — 30UIbIIEHHS KUIbKOCTI NaybliB. CHHAAKTHIIIA — 3pOLIEHHS NaiblliB (IIKIpHA,
KICTKOBa, YacTKOBa a00 moBHa). CumanaHnriss — 3poieHHs Gaianr naibiiB. EKTpogakTumiss —
arulasisi cepeIMHHUX KOMIIOHEHTIB KHMCT1 a00 cTomM (PO3ILEIIeHHS KUCTI ad0 CTONU y AUISHII
II’SICTKOBUX a00 MJIECHOBHMX KICTOK) 3 YTBOPEHHSM KHCTI ab0 cTomu y (opMmi KIINIHI pakxa.
CanpanenoniOHa miinHa — 30UTBLIEHHS BIJACTaHI MDK MEpPUIMM 1 APYTUM MAaJbISMU CTOIH.
[TnockocTomicTh — CIUIOLIEHHS! CKJIEMIHHS CTOIMH. «IOPOKHUCTA CTOMa» — JyXKe BHCOKE
ckieninHga crormu. Croma-roiijjaika — IIJIOCKAa CTOTA 3 BHUCTYIMAKYOK Ha3aa 1T STOIO.
[IpupomkeHa KIUIIOHOTICTh (BapycHa CTOMA) — CTiKa MPUBIIHO-3THHAIbHA KOHTPaKTypa
CTOIN.

[Hkipa 1 11 moxigH1 (BoJOCCs, HIrTI, 3a71031). [ ImepkepaTo3 — HaIMIpHE CTOBIIIECHHS POTOBOTO
mapy. IXTi03 — pi3ko BUpakKeHUH TilepKepaTos3 3 yTBOPEHHSIM JTYCOYOK 1 POTOBUX HalllapyBaHb.
AnBOIHI3M — BIACYTHICTh a00 BHpa)K€HE 3MCHIICHHsS BMICTY IMIrMEHTY B IIKipi 1 BOJIOCCI.
[lirMmeHTHI TUBIMH Ha IKIpi 1 HEBycW (poauMi IUissMH). JlemirMeHTOBaHI AUISHKU IIKIPH
(nmeiikonepmu). AHTiIPo3 (BIACYTHICTH TMOTOBHX 3aj03) ab0 TiMOruaApo3 (3HWKEHA (QYHKIIISA
moToBUX 3a5103). ['imeprigpo3 — HaaMipHa QYHKIlS TOTOBUX 3aji03. [liBHUIIIEHE OBOJIOCIHHS —
TiNepTpUx03; HAAMIPHE OBOJIOCIHHS Y JIBYATOK 3@ YOJIOBIYMM TUIIOM — TipCyTU3M. [ ImoTpuxo3
— 3HW)KCHE OBOJIOCIHHSA. AJIONelis —— TMOBHA ad0 YacTKOBA BiJICYTHICTh BOJIOCCS HA TOJIOBI.
AHOHIXis — B1ICYTHICTb HIrTiB. ['iMo1U1a3is HIrTiB — HEJAOPO3BUHEHHSI HIFThOBHX IIJIACTHHOK.

Po6ora 2. IlpoananizyBaTu icTOpiro XBOpOOHW, Ha3BaTH O3HAKH, 110 BKa3ylOTh Ha CIaJKOBY

[IaTOJIOTIO.

Oco06UBICTIO KIIIHIYHOT T€HETUKH € T€, 1[0 00’ €KTOM JIOCIIKEHHS € HE OKPEMUH XBOpHii, a
cim’s. CiM’€10, y By3bKOMY PO3YMiHHI CJIOBa, Ha3MBalOTh OATHKIBCHKY Mapy 1 iXHIX AiTeH, aje
1HO/I 1 MpIIKK KpYT poauuiB. 36ip BiIOMOCTEH Mpo ¢iM 10 MOYMHAETHCA 3 TPOOAHA.
ITpo6Gan0M Ha3MBa€ETHCS JIFOJMHA, 1110 3BEpHYIIACcsA JI0 JiKapsi, ado MepiIoko 10 MOTpanuia y
noJie 30py nociiaHuka. Lle Mmoxxe OyTu AuTHHA ab0 JOPOCIa JII0IMHA, @ TAKOXK MOJIPYXKHS Mapa.
HuHi 10 MeAMKO-TeHeTUYHOI KOHCYbTAllll YacTille 3BepTatoThes CiM 1, 1110 BXKE MatOTh XBOPY
IUTUHY. B 11bOMY BUIIAIKYy MEUKO-T€HETUYHE KOHCYIbTYBaHHS Ha3UBAETHCS
PETPOCIIEKTUBHUM, a MPOOAHIOM HAa3UBAIOTh XBOPOTO.

I[iaTHOCTI/IKa CIIaIKOBUX XBOp06, SK IIpaBUJIO, IBOCTAITHA:



1) 3aranpHe KIIHIYHE 0OCTEKEHHS XBOPOTO, CKIaIaHHs 1 aHaJi3 POJIOBOIY, @ TAKOXK
napakiIiHiyHe 00CTEeKEeHHS 3a mokazanHsaMu (Y31, peHTTeHOJIOTIYHEe, eHA0KPUHOJIOTIUHE,
IMYHOJIOTIYHE 1 T. iH.);

2) mpu mi03pi Ha KOHKPETHY CMAAKOBY MATOJIOTII0 — CIIEIiajbHi TeHETUYHI JOCITIHKSHHS
(murorenernyHi, JIHK-miarnocTrka, crieniaibHi 010XiMi9HI METOTN).

Oco0smBocTi 300py anaMmHe3y. OOCTEKEHHSI XBOPOTO MTPOBOIUTHCS 3a 3BUUHOIO CXEMOIO.

[Tpu 300pi macmopTHUX JAHUX i aHAMHe3Y HEOOXiTHO 3BepTAaTH yBary Ha Taki MOMEHTH.

1. Ipi3Buie, iM’s1, T0 OaThbKOBi OATHKIB. Y MaTepi yKa3yroTh JiBoYe Mpi3BHIIe. 30ir
Mpi3BHUIIa O0aThKa 1 AIBOYOTO MPI3BUILA MAaTEPl MOKE JOMOMOITH BCTAHOBUTH
onu3bkocnopigHeHuit Opak. [lpu 6im3pkocniopinHeHOMY OpaKy MiJIBUIIEHA BIPOT1IHICTh
HApOJDKEHHSI JIITEH 3 pelEeCHBHUMHU 3aXBOPIOBAHHSIMH.

2. Bik mnpobGanna (yka3yioThb [aTy HapoJUKEHHs mNpoOaHaa) 1 BIK OaThbKiB HAa MOMEHT
Hapo/DKEeHHsT TipoOaHja. 3 BIKOM OaThKIB PU3UK HAPOHKEHHS JITEH 3 NESIKHUMHU CIaJIKOBUMH
3aXBOPIOBAaHHAMU 30UIbIIYETHCS. Tak, 3 BIKOM OaTbka MiBUIYETHCS BIPOT1IHICTh HOBUX T€HHUX
JOMIHAHTHUX MYTaIlid (Hampukiaji, axoHAporiasii 1 HeipodiOpoMarosy), a BIK MaTepi crapiie
35 pokiB yka3ye Ha MiABHUILEHY BIPOTITHICTh HAPOJHKEHHS IUTUHHU 3 XPOMOCOMHUMU XBOPOOAMHU.

3. HamionaneHicTh 0aThKiB. JlesiKi CIIaIKOB1 3aXBOPIOBAHHS 3yCTPIYAIOTHCS TIEPEBAXKHO Y 0C10
MEeBHOT HAIlIOHATBHOCTI (200 JKHUTEIIB MeBHOI reorpadiyHOT MICIIEBOCT1).

CnaakoBi 3aXBOPIOBaHHS, 10 3yCTPIiYalOTHCS B 0Ci0 MEeBHOI HAIOHAJBLHOCTI 3 BULIIOI0

YacToTOI0
HamioHanesHICTE XBopoba
€Bpei-amkena3i (Buxiani 3 eBpomneichkux | XBopoba Tes — Cakca
Kpaik) XBopoba ['omre
Kananmi ¢ppaHIy3pKoro moxomKeHHs XBopoba Tess — Cakca
I'pexu B-tanmacemis
OiHHU [Tpupomxennii HePOTUIHUI CHHIIPOM
AcCnapTuiriiko3aMinypis
AdpoamepukaHii CepnonoiOHO-KIITUHHA aHEM 1S
Bipmenn [Tepionuuna xBopoba
Kureni [TiBnenno-CxigHoi A3zii o-TajaceMis
[onynsauis IliBHiyHOT €Bpomnu, xuteni | MykoBicUIHI03
[TiBous Ykpainu, 30kpema Onecbkoi o6macTi

4. Micue npo>kuBaHHS ciM’1 1 IpeAKiB MO MaTepUHCHKIN 1 6aThKIBCHKIN JTiHi{. SIKIIO MpOTsArom
KUTBKOX MOKOJIIHb MPEAKH MO MAaTepPUHCHKIN 1 OAThKIBCHKIM JIHISX KWIM B OJHOMY 1 TOMY X
HEBEJIIMKOMY HACEeJIEHOMY IYHKTi, TO BeJMKa BIPOTIIHICTH cropigHeHux OpakiB. KpiMm Toro,
iH}OpMalis Mpo MicClle NMPOKUBAHHS CiM’1 J03BOJISIE BUKIIOUUTH EHIEMIYHI 3aXBOPIOBAHHS 1
BpaxyBaTH MOXJIMBUI BIUTUB (PAKTOPIB CEPEIOBHUIIIA.



5. Micue po6oTu. 3BepTaoTh yBary Ha MOXJIMBUN KOHTAKT 3 MyTareHHUMHU 1 T€PaTOr€HHUMHU
¢baxTopamu; 3 i€l K NPUUINHU HEOOX1THO 3’CYBaTH, B AIKOMY PO/ BIICHK CITY’KUB OATHKO.

6. XpoHiuHI 3aXBOPIOBAaHHS Marepi. 3BepTalOTh yBary Ha 3aXBOPIOBAHHS CEPIEBO-CYIUHHOL
CUCTEMH, OpraHiB JIMXaHHS, CMiJencito, aiadber, QeHiUTkeToHypito Ta iH. BrumB Ha 1UIia, 10
PO3BHUBAETHCS, MOXKE CIIPABISITH SIK CaMe 3aXBOPIOBAHHS Marepi (TIMOKCisA IU10/1a pu XBOpobax
CepIEeBO-CYAMHHOT  CHCTEeMH,  jgiabetnyHa  emOpioderomnatis,  QeHLITIpOBHHOTpaIHA
emOpiogeTomnaris), Tak i MEJMKAMEHTH, 1[0 3aCTOCOBYIOTHCS JUISl HOTO JIIKYBaHHS (HAIPUKIA,
AQHTUKOHBYJIBCAHTH, III0 3aCTOCOBYIOTHCS MIPH JIIKYBaHHI €IIJIETICi, € TepaTOTeHaMH).

7. HecnpusitnuBuii axymepcbkuii anamHe3. CrIoHTaHHI a0OpTH 1 MEPTBOHAPO/DKEHHS B
aHaMHe31 MOXXYTh CBITYHTH MPO HASABHICTH 30aJIaHCOBAHOI XPOMOCOMHOI MyTallii y 6aThka a0o
Marepi.

8. OOrsxenuil cimeitHuil anamue3. HasaBHicTh B ciM’i ab0 y OMM3BKUX POAMYIB AiTEH 13
CIa/IKOBOIO TATOJIOTIEI0, BaJlaMU PO3BUTKY, a TaKOX JITEH, MOMEpIMX B pPaHHbOMY BIll 3
HEBIJOMOi MPUYMHH, MOKE CBIJUUTH MpPO CHaAKYyBaHHS B CIM’I MATOJOTIYHUX TEHIB abo
30a7aHCOBAaHUX XPOMOCOMHHX TIepeOyI0B.

9. HeOnaromonyuyHuii mnepeOIr HUHINIHBOI BAriTHOCTI, sIKa 3aKiHYMJIACS HapOKEHHIM
npobana.

a) 3arpo3a nepepruBaHHs BariTHOCT1 CIIOCTEPIra€THCS TPU XPOMOCOMHHX 1 IESTKUX MOHOT€HHHUX
CHHJIIpOMaX Y IUI0JIA.

0) 3arpuMka BHYTPIIIHROYTPOOHOTO  PO3BUTKY, BH3HAadeHa Ha MiAcTaBl  cepii
yIbTpacoHOTpadiuHUX BUMIpIOBaHb. YacTo CIOCTEPIraeThCs MPU XPOMOCOMHHX CHHAPOMAX y
J10/1a, MOHOTEHHUX CHHAPOMAX, BHYTPIIIHbOYTPOOHUX 1H(EKISIX (IUTOMEratii, TpupoKEHI
KpacHycl, cudurici), pamiaiiitHOMy ypakeHHI, 0araTOIUTHIN BariTHOCTI, aruiasii mianTyHKOBOT
3QJI03M Yy TUI0JIa. 3aTPUMKY BHYTPITHROYTPOOHOTO PO3BUTKY CIIJI BIAPI3HATH Bill CUHAPOMIB
CIAJKOBOT KapJIMKOBOCTI.

B) ManoBois MOXe CBITYUTH MPO 3aXBOPIOBAHHS CEUOBMJIUIBHOI CUCTEMHU Yy IUIOJA, IO
CYIPOBOJIKYIOTHCS 3HMKEHHSIM HOPMaJIbHOT MpoayKilii cedi. Came 1o co6i MaloBOAS € OJHUM
13 TepaTOTeHHHUX (DaKTOPIB.

r) bararoBomns crmocrepiraeTbcsi MpU BaJax HUIYHKOBO-KHIIKOBOTO TPakTy y IUIoAa 3
MOPYIIEHHAM (PYHKITIT KOBTaHHS.

1) Mana pyxJIMBICTb IJ10/1a XapakTepHa JJisl apTporpunosy, Xxsopoou Jlayx

IV. IlinBeneHHsl MiACyMKiB 3aHSATTS, MOBiJOMJIEHHS NPO OTPUMAaHi OLIHKH, HAJAHHA
JOMAIIIHbLOI'0 3aBJAHHSI.
V. CliucoK peKOMeHI0BaHOl JiTepaTypu
Ocnosna:

1. Kanmu6a H.M. I'enetuka: kypc nekiiii: HapuanbHuil nocionux/ H.M. Kanauba. — Cymu:
VYHiBepcurerchka KHura, 2023. — 397 c.
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baza mammx HamionaneHoro 1eHTpY OloTexHosoriunoi Hdopmamii CIIIA (NCBI), mo
MpeJIcTaBIsie KHUKKY 3 6ioMenuunHu, nocionuku NCBI o110, a Takok Hajiae JOCTYII 10 PECypCiB
3 reHeTHKH, Takux gk GeneReviews https://www.ncbi.nlm.nih.gov/books
OMIM (Online Mendelian Inheritance in Man) — An Online Catalog of Human Genes and
Genetic Disorders https://www.omim.org
http://ghr.nlm.nih.gov
http://www.orpha.net
http://rarediseases.org

IIpakTuyne 3auaTTs 3.

Tema: 3arajbHa XapaKTepuCTHKA XPOMOCOMHMX XBOpP0oO. [{luToreHeTuuHi MeToau
JXiarHOCTHUKH.

Mera: 3acBOiTH yMIHHS CaMOCTIHHO BHKOPHCTOBYBAaTH 3HAHHS TIPO 3arajibHi CHMITOMH
XpPOMOCOMHHUX XBOpP0O, METOJM KIIHIYHOI 1 JJabopaTopHOi MiarHOCTHMKUA. BMiTtu mpu aHami3i
(EHOTHUIY XBOPOTO BHUSBISITH 3arajibHi CUMIITOMH XpPOMOCOMHO{ MaTOJIOTii. 3BEpHYTH yBaru Ha
JICOHTOJIOTTYHI aCHEeKTH MPOPUIAKTHYHUX 3aXOIB, SIKI BHUKOPHCTOBYIOTH IIPH XPOMOCOMHOI
MATOJIOTi.

OCHOBHI MOHATTS: XPOMOCOMHA MATOJIOTis, XPOMOCOMHI XBOPOOH, MOBHA (popMa XpPOMOCOMHOT
XBOopoOu, Mo3aiuHa Qopma, CHOpaJuyHl Ta YychnaakoBaHi (OPMH XPOMOCOMHHX XBOpPOO,
au3MopQiuHe OO0NHUYYs, UUTOTEHETHYHI METOIH, KaplOTUIYyBaHHS, PYTUHHE 3a0apBlEHHS
XpOMOCOM, JudepeHIliiiHe 3a0apBJIICHHS XPOMOCOM, MOJIEKYJISPHO-IIUTOTCHETHYHI METO/IH,
BHU3HAYCHHS CTaTEBOTO XPOMATHHY, IPEHATAJIbHA JIIarHOCTHKA, TPEHATAILHUA CKPUHIHT
Oo6aaananus: MynbTUMEIIHUI POEKTOp, HOYTOYK, MYJIbTUME/INHI Mpe3eHTallli, CUTYyaIliiH1
3ajaui, HaOlp (eHOTUNIB XBOPUX Ha cuHApoM JlayHa.

Iian:

I. Opranizauiiini 3axoam (TpuBiTaHHS, MEpeBIpKa MPHUCYTHIX, MOBIIOMJICHHS TEMH, METH
3aHATTS).

Momusayis 3000y6auie suwyoi ocsimu w000 suguenHs memu: XpoOMOCOMHA MATOJOTIS —
1€ TpyIa MaToJOTYHUX CTaHIB, 00yMOBIECHIUX XPOMOCOMHUMH Ta TECHOMHUMH MyTallisiMu. Bona
BKJIIOUA€ HE TUIBKM XPOMOCOMHI XBOpPOOHM, a ¥ TMAaTOJOTII0 BHYTPIIHBOYTPOOHOTO Mepiony
(crioHTaHH1 a0OPTH, BUKH/IHI, MEPTBOHAPOJHKEHI), COMAaTHYHY MATOJIOTIO (JIeHKO3H, TPOMEHEBa
xBopo0Oa). JliarHOCTHKa XpPOMOCOMHOI NaToJIOTii Ma€ 3HAa4eHHs y MpaKTHIl JIKapiB pi3HUX
crienianbHOCTe (FEHETUK, aKyllep-TiHeKOoJor, MeaiaTp, HEBPOIAaTOoJor, EHIOKPUHOJIOT).
@DEHOTUIIOBO XPOMOCOMHI XBOPOOU TMPOSIBISIFOTHCS CHHAPOMAMH MHOKUHHUX BaJl PO3BUTKY.


https://www.ncbi.nlm.nih.gov/books
https://www.omim.org/
https://www.omim.org/
http://ghr.nlm.nih.gov/
http://www.orpha.net/
http://rarediseases.org/

bineme 100 ¢gopm TparuisiroThCsi 4acTo 1 Ha3WBaKOThCs cUHApoMamu. KiTiHIYHA AiarHOCTHKA
XPOMOCOMHHUX XBOpoO mpobiematuyHa. Aje A XpOMOCOMHHUX XBOpOO XapakTepHi 3araibHi
CUMIITOMH - croenupidyHe TNOe€AHAHHS MIKpOAHOMAJId Ta BajJ pPO3BUTKY, SKI J03BOJIAIOTH
3aImigo3pUTH  XPOMOCOMHY marojoriro. TouyHa miarHOocTMka 0a3yeTbcss HAa BUKOPHCTaHHI
UTOT€HETUYHUX METO/1iB. TeMa 3aHATTS BaXKJIMBa JUI MiATOTOBKY JIIKapiB pPi3HOT CIIEIiaTbHOCTI.

II. Kontrponb omopHoro piBHs 3HaHb (ONMTYBaHHSl CTYyJAeHTIiB, cmiBOeciza 3a Temor0
3aHATTSH)

2.1. Bumoru 10 TeopeTHYHOI FTOTOBHOCTI CTYIEHTIB 10 BUKOHAHHS MPAKTHYHHUX 3aHSATh.
Cmyoenm nosunen 3Hamu.
- 3HaueHHS XPOMOCOMHOI TMAaToJioTii B aHTEHaTaJbHOMY, IHTpaHaTaJbHOMY Ta
[IOCTaHATaJIbHOMY I€pi0aX OHTOTEHE3Y JIIOANHY;
- ETionorito, matorenes 1 kiacuikaiiiro XpoOMOCOMHHUX XBOPOO;
- 3arajibHi CAMITOMH XpOMOCOMHUX XBOpOO;
- lluroreneruky 1 KIiHIKY cuHapomy JlayHa;
- OCHOBHI IUTOT€HETUYHI METOJIH;
- [TlokazanHs 70 TIPOBENEHHS IHUTOTCHETHYHHX 1 MOJEKYISIPHO-IIUTOTEHETHIHUX
OCIIKEHD
Ha ocHOBI TeOpeTHYHUX 3HAHB 3 TEMH:
emimu.
- BigOupatu 3 KOHTUHI'€HTY XBOPHUX OCI0 JJIsl IPOBEACHHS [IUTOI€HETUYHOTO
TOCIIKEHHS.
- Ilpwm anamizi ¢heHOTUITY XBOPOTO 3aITi03PUTH MOKIMBY XPOMOCOMHY HaTOJIOTIIO.
2.2. [IuTanHs Ui nepeBipKu 02a30BUX 3HAHb 32 TEMOIO CeMiHAPY
1. Ilo Take XpoMOCOMHa TaTOJIOTiA? 3HAYEHHS XPOMOCOMHHUX 1 T€HOMHHUX MYTaIlii B
OHTOT'€HE3I.
2. o Take xpoMocomH1 XxBopoOu? YacToTa B MOIMyJAIIii.

3. Kuacudixkaris XxpoMocoOMHUX XBOPOO 3a XapaKTepoM 3MIHU T€HOTHITY, TTOBHI i MO3aiuH1
dhopmu, ycagkoBaHi i CIIOpayHI.

4. TlaroreHes XpoOMOCOMHHUX XBOPOO.

5. 3arangpHi CHMIITOMH XpOMOCOMHHX XBOPOO.

6. Cunapom JlayHa: KapiOTHII, YaCTOTa B MOMYJIAII, 3B 30K 3 BIKOM MaTepi.

7. Kuniniyna xapakrtepucTthka cuHapomy JlayHa B pi3Hi BikoBi nepiogu. o BrmBae Ha

TPUBAJICTB )KUTTS XBOPUX i3 cHHIpOoMoM JlayHa?

8. Po3paxyHOK reHETHYHOTO PU3HKY NP CUHApPOMI JlayHa 3aIe)KHO Bifl IUTOTEHETUIHOTO
BapiaHTy CHHIPOMY.

9. Hurorenernuni metoau. [loka3aHHs 0 IUTOTCHETHYHOT JIarHOCTUKH.

10. Metonuka kapiotunyBaHHs. PyrunHe Ta qudepeniiine 3a0apBieHHS XPOMOCOM.

11. MounekynsapHO-IIUTOT€HETUYH]1 METOIH.

12. BusHaueHHs CTaTeBOr0 XpOMaTHHY, TUIbI bapa.

13. TlpenaranbpHa JiarHOCTHKA XPOMOCOMHO1 ITATOJIOT 1.

2.3. TecroBi 3aBaaHHsA Ta 3aja4i JJId nepeBipkyu 0a30BMX 3HAHb 32 TEMOK0 CEMiHApYy:

3aBaanns 1: OGepiTh OJHY BIpHY BIANOBIb:
1. JIns XxpOMOCOMHHUX 3aXBOPIOBaHb HalOUIBIN XapaKTEpPHO:
A. 3arpuMKa ICHUXOMOTOPHOTO PO3BUTKY B JT€H paHHBOTO BiKY, HEIOYMKYBATICTh Yy HiTei
CTapILOro BiKY
B. INopymeHHs Gi3MUHOTO PO3BUTKY, 3MiHA KOJIOPY Ta 3amaxy ceui
C. CucreMHICTh ypakeHb
D. IlopyiieHHs: pO3yMOBOTO pO3BUTKY, MHOKMHHI BaJId PO3BUTKY Ta MiKpoaHOMaJIii



. Karapakra, remarocriiieHomeraitisi, BiiCTaBaHHS B PO3BUTKY

2. JlBopiuHa qUTHHA BiJICTAE B (Pi3MUHOMY Ta HEPBOBO-TICUXIYHOMY PO3BUTKY. BusiBneno Oins
20 cturm amzemOpioreHe3y. BceranoBneHo aiarHo3 xBopoOu Jlayna. ki pexomenparii
0aTpKkaM CJil BB@XAaTH HAHOUIBII JOLUUIBHUMHU Ui TIOTEPEKCHHS HApODKEHHS B
MaiOyTHbOMY TUTHHH 3 LIEI0 XBOPOOOI0?

. Koncynprariist i 06cTe)xeHHSI B METUKO-TEHETUIHOMY LIEHTP1

. PartionanbHe xapuyBaHHS MallOyTHBOT MaTepi

. [lonepekeHHs B)KUBAaHHS MEAMKAMEHTIB BarirHOIO

. [Ipodinaktuka iHPEKIIHHNX XBOPOO y BarirHoi

. [lonepemxeHHs KOHTAKTY 31 IIKIUIMBUMU PEYOBUHAMH BarirHOT

moQwp>

3.y XpOMOCOMHHX 3aXBOPIOBAHb XapaKTEePHi BC1 03HAKH, KPIM:
. HasiBHICTh MHOXKMHHHUX O3HAK AU3MOpQoreHe3y (MikpoaHOMaiil pO3BUTKY)
. HasiBHICTh IpUpOIPKEHNX BaJ] pO3BUTKY
. BincraBaHHS B p03yMOBOMY PO3BUTKY
. [IporpenientHa BTpaTa HAOyTUX HAaBUUYOK, CYJOMHU, CHACTUYHUHN Mapaniy
. 3aTpuMKa (PI3UYHOTO Ta CTATEBOTO PO3BUTKY, T'IIOTOHA/II3M, T1IOT€HITaTI3M

Mmoo QW

4. Jlns piarHocTUKM cuHapomy KnaitHdenbrepa BUKOPUCTOBYIOTh METOIH:
. KapiorunyBanus, JIHK-niarnoctuka, nopTperHa aiarHocTUKa
. AHaniz ¢erotumy xBoporo, 6ioximiuni meroau, JJHK-aiarnoctuka
. I'eneanoriaamii Mmeto, aHami3 (GEHOTHUITY XBOPOTO
. 'eneanoriuamii MeTo 1, BU3HAYEHHS CTATEBOTO XPOMATHUHY
. AHani3 peHoTuIry XBoporo, KapioTUITyBaHHsI, BU3HAYCHHS CTATEBOTO XPOMATHHY

moOQw

5. VYxkaxire, ska mytaiis € aetanpHoto B 100 % Bumnankis:
. MoHocowmist 3a X-XpOMOCOMOTO
. Tpucomist 3a CTaTEBUMH XPOMOCOMaMH
. Terpacomist 3a cTaTEBUMH XPOMOCOMaMH
. MoHocoMis 3a aBTOCOMaMu
. Tpucowmist 3a aBTOCOMaMu

moOQwp

6. VY skoMy BIIll y )KIHOK Pi3KO 30UIBINTYETHCS PU3UK HAPOJKEHHS JITEH 13 XpOMOCOMHUMH
xBopoOamu?
. 20-25 pokiB
. 25-30 pokiB
. 30-35 pokiB
. 35 1 OunbIIIe POKIB
. Bin Biky He 3aJIeKUTh

mgoaQw>

7. KapiotunyBaHHS € OJHMM 3 Te€HeTHMUHMX MeToliB. IIpu BuroromieHHi MmetadaszHOi
TUTACTUHKY BUKOPUCTOBYIOTh KOJXIIUH. SIK Jii€ 111 pedyoBHHA Ha JiMporutu?
. CTuMyI0€ KIITHHU JI0 MITO3Y
. Buknukae HaOpsKaHHS KJIITHHU
. 3ynuHse MiTo3 B MeTadasi
. 3ynuHse MiTo3 B aHadasi
. Bukinkae HaOpsikaHHST XpOMOCOM

mgoQw>

8. TlokazaHHAM Ui IPOBEAECHHS LIUTOTEHETUYHOTO aHAIIZY €:
. l'emaTocruienoMeraiisi, Karapakra, po3yMoBa BiJICTaJIiCTh
. 3BUYHE HEBUHOLIYBAaHH BAariTHOCTI Ta HasBHICTh MEPTBOHAPO/XKEHb B aHAMHE31



C

. HenmepeHoCHICTh AEAKMX Xap4OBHX MPOJIYKTIB, TEMOJIITHYHI KPU3H

D. IlporpenienTHa BTpaTa HAOYTHX HABUYOK, CIIACTHYHI Tapaiivi
E. HeBposoriuni nposiBu (CyaoMH, 3HIDKEHHS UM IIABHILEHHS M’S30BOTO TOHYCY, CIIACTHYHI
rnapesn)

9. TlpoGaHm — WIECTUMICSYHHMIA XJIOMYHK 13 M S30BOIO0 TIIOTOHI€I0, TIMOpeQIeKCiero,

CIUTOIEHUM OOIHYYSIM, MOHTOJIOITHUM PO3Pi30M OYei, eMKaHTyCOM, MaJICHbKUM POTOM 1
BUCYHEHUM SI3MKOM, BIJCTaBaHHSM Yy IICHXOMOTOPHOMY PO3BHUTKY, KapiOTHIIOM:
47,XY,+21. Ha ocHoBi crenudiunoi KIiHIYHOI KapTUHU Ta KapiOTHILy IiarHOCTOBAHO
cuanpom Jlayna. J{ns miaTBepHKeHHS AlarHO3y JOLUILHO BUKOPUCTATH:

A. KapiotunyBanHs 3 pyTHHHUM 3a0apBIICHHS

moQwp mgoaOw

moOQw >
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. KapiotunyBanns 3 qudepeHuiiinum 3a6apBiaeHHIM
. JHK-niarHocTuky

. Buznauenns tinens bapa

. BuzHauenHs Y-xpoMaTtuny

10. KapioTumyBaHHS € OJHHUM 3 TEHETHYHHMX MeToxiB. [lpm BuroroBiieHHI MertadaszHOT
IUIACTUHKH BUKOPUCTOBYIOTh (DITOT€MAariiOTHHIH. SKMil BIUIMB IIl€] PEYOBMHM Ha
nimporuTH?

. CTUMYITIOE KJIITHHH 0 MITO3Y
. Pyitnye BepeTeHo mosiny

. 3ynuHse MiTo3 y Metadasi

. 3ynuHse MiTo3 B aHadasi

. Bukninkae HaOpsikaHHSI XpOMOCOM 1 KJTITHH

11. JInst AiarHOCTUKH XPOMOCOMHHX 3aXBOPIOBAHb BUKOPHCTOBYIOTh METOIU:
. AHani3 ¢peHoTHITy XBOPOTO (CHHIPOMOJIOTIYHHI aHai3), KapiOTUITYBaHHS
. AHaniz ¢peHoTHIy XBOPOTo, 010XIMIYHI METO TN
. I'eneanoriuamii MmeTo, aHaii3 (PEHOTHUITY XBOPOTO
. AHK-niarnoctuka, anani3z (eHOTHITY XBOPOTO

. AHani3 peHoTUITy XBOpOTO, METO M IMYHO(EPMEHTHOTO aHATI3Y

12. V xnomuuka 3 cunapomom Knaiindensrepa kapiotun 49, XXXXY. SIKy KUTbKICTh TENCIb
bapa Mo>xHa 3HAWTH B KJIITUHAX €MITENIIO0 13 CIM30BOT 000JIOHKH MOKU?

13. FISH-meTon € 0iHMM 3 HAMYYTIMBIIUX HUTOTE€HETUYHUX MeToAiB. [IpoTe MeTo noporuii
1 BUKOPUCTOBYETHCSI B THX BUMAAKaX, KOJIM 1HII UTOTEHETHUYHI METOIN BHSBIISIFOTHCS
Hee(eKTUBHUMH. SKa KIIIHIYHA CUTYAIlis MOKe OyTH MMOKa3aHHAM J0 BUKOPUCTAHHSA I[bOTO
Meronay?

. Y HOBOHApOHKEHOTO KIIIHIYHI CHMITOMH CUHIPOMY JayHa.

. Y 4OJIOBiKa 3 OJIIrOCHEPMI€I0 EBHYXOIIHA cTaTypa, NHEKOMAacCTis.

A
B. V niBunnku 13 pokiB kiIiHIYHA cumMnTomMaTruka cuaapomy lllepemeBcekoro — TepHepa.
C
D

VY 8-MicAyHOi IUTHHM BIJCTaBaHHSA B IICUXOMOTOPHOMY pO3BUTKY, TiOMIrMEHTALlis,

cieunivHUHN 3amax ceui.
E. ¥V 6-piuHO1 JiBUMHKY 3 BIICTABAaHHAM B PO3BUTKY KJIIHIYHI CHMOTOMHU CUHAPOMY AHTreJIbMaHa.



14. Jlo MenuKO-T€HeTHYHOI KOHCYJbTallli 3BEepHYyNacs CiM’d 3 TPUBOLY 3BHYHOTO
HEBUHOUTYBaHHs BarirHocTi. B aHaMHe31 y IHKM YOTUPH CIOHTaHHI a0OPTH B MEPLUIOMY
TpUMeCTpi BaritHOCTI. Ll cuTyanis € mokasanHsM JUis:

A. KiiHiko-reHeanoriyHoro o06cTesxeHHs ¢iM’1 1 KapioTUITyBaHHS (KapiOTHITYIOTh YOJIOBIKa i
KIHKY).

B. KiiHiko-TeHeanoriTHoro 00CTeKeHHs CiM 1 Ta CEeIeKTUBHOTO OI0XIMIYHOTO CKPHHIHTY.

C. KiiHiko-reHeanoriyHoro 00CTeKEeHHS CiM’1 Ta MOJICKYISIPHO-IIUTOTEHETUYHO1 JIIar HOCTHKH.
D. KiiHiKO-reHealoTi9HOT0 O00CTeXEeHHS CIM’1T Ta MPOBEICHHS MOJCKYISPHO-TCHCTHYHOTO
0OCTEKEHHSI TTOJIPYIKIKSI.

E. KniHiKO-reHealoTi9HOTo 00CTeXEeHHS CiM 1 Ta BUKOPUCTOBYBAHHS METOY IepMATOrTi(iKH.

15. Jlng crumynsnii MITo3y 0 KylIbTypH JiMGOLIUTIB Tpeba 101aTu:
. Konxinin
. @ITOoreMaritoTUHIH
. 'imotoniunuit pozunn KCl
. A3yp 1€031H
. Meranon

moQw s

16. Ha sikiii cTamii MITOTHYHOTO ITUKITY BUBYAIOTH TIPErapaT XpoMOCOM JIFOTUHU?
. [Ipodaza
. Meradaza
. Anajdaza
. Temodaza
. [nrepdaza

moQwp

17. o Take cunapom Jlayna?
. Tpucomis 21
. Tpucomist 22
. Tpucomist 9
. Tpucowmis 13
. Tpucowmis 18

moOQw >

18. V axomy BUNAAKy KJIIHIYHA CHMITOMAaTHKa TpECOMIii 1o 2 1-if XxpoMocoMi BUpakeHa
MEHIII Pi3KO?
. [Ipn Mo3ainu3mi.
. [Ipu HassBHOCTI CYNyTHBOT NATOJIOT].
. [Ipu BincyTHOCTI Baj cepiis.
. Y 1iBUaTOK Ha TPYAAHOMY BUTOJOBYBaHHi.

oQwp

19. 3 s1K0I0 4aCTOTOIO y BariTHUX 13 XBOpoOo10 /layHa HAPOLKYIOThCA JITH 3 XBOPOOOIO
Hayna?
100%
50%.
25%.
. 10%.
. Xinku 13 cunpoMom JlayHa HIKOJIM HE HAPOKYIOTh AiTEH.
20. ¥V sxux BUNajKax MOBTOPHUM PU3MK HAPOKEHHs AUTUHU 3 XBopoOoto [layHa Moxe
cranoBuTH 100%?
. SIxuo Bik Matepi 35 1 GinbIe
. SIkmio Bik Oatbka 40 pokiB i OinblIIe.
. [Ipu mo3aiuu3mi.
D. Ilpu TpaHcnokarii.

moowy

O w



Eranonu Bignosineii: 1-D, 2-F, 3-D, 4-E, 5-D, 6-D, 7-C, 8-B, 9-B, 10-A, 11-A, 12-D, 13-E, 14-A,
15-B, 16-B, 17-A, 18-A, 19-D, 20-D

I11. ®opmyBanHs npodeciiHNX BMiHb, HABUY0K

3.1. Mepesik HaABYATbHUX MPAKTUYHHUX 3aBJaHb, sIKi HEOOXiJTHO BUKOHATH IiJ Yac
NPAKTHYHOI 0 3aHATTH:

Pooora 1. Po3B’si3aTu cutyaniiiny 3agauay. [Ipo6any - xinka 28 pokiB, sika 3BEpPHYJIACS IO METUKO-
TeHETUYHOI KOHCYNbTAIlii 3 MPUBOAY XBOpOOM y MOYKHM JBOX MicsauiB. JluTuHa Bim ueTBepTOl
BariTHOCTI. [lepia 1 Apyra BariTHOCTI 3aBEpLIMIINCS CIIOHTAHHUMH a00OpTaMH B TIEPIIOMY TPUMECTP1
BariTHOCTI, TPETS HApOUKEHHSIM [IBYMHKHU, SKa IOMepJia y Billl JIBOX JIHIB Bl MHOXHHHHX
BpPOJDKEHHX BaJl po3BUTKY. YosoBik mpobana 310poBuii, 32 pokiB. Cectpa 1 6paT mpobaHa 310pOBi,
nig 1 6a0ycst mpobanaa 1o JiHiT MaTepi 370poBi, aje y cecTpu 6adyci Oyna TUTHHA 3 PO3YMOBOIO
BIJICTAJIICTIO, sIKa omepia y Bili 15 pokiB. bpar yonoBika nmpo0anaa, oro Matu 1 6aTbKO 3/10POBI.
Bbpat oapyxeHnuil, mae 310poBUX cHHA 1 104Ky. DEHOTUIIYHO y JTOUYKH IpoOaHIa I1arHOCTOBAHO
cunzpoM Jlayna.

HanucaTtu oGrpyHTyBaHHS KJIIHIYHOTO JiarHO3y XpoMocoMHOi xBopoOu. IloOynyBatu pomosia. 3a
XapakTepOM pPOJOBOJAY BH3HAYUTH IIMTOTEHETUYHWH BapiaHT CHHAPOMY. 3alucaTd MOXKIIMBUH
KapioTHI XBOpOTO Ta Horo OaThkiB. Po3paxyBaTh reHETWYHHH PHU3UK Ta 3alpONOHYBATH METOJU
MpeHaTaJbHOI J1arHOCTHKHU.

Po6oTa 2. Po3B’si3aTu cutyaniiiny 3aaauy. Y 4-MiCSI9HOT JIBYMHKH KPYTJia TOJOBA 31 CIJIOMIEHOIO
MO THJTUIICIO, MOHTOOITHUH pO3pi3 0UeH, ITUPOKE MEPEHICCS, eMIKAHT, HU3bKO PO3TAIIOBaHI MaJICHBKI
BYIITHI PAaKOBUHHU, Makporyiocis. KucTi mmpoki i KOpOTKi 3 IMOMEPEYHOI0 CKIIAJKOI0 Ha JIOJIOHI,
KJIIMHOJIAKTUJIISl MI3MHITIB. BupakeHa M’s30Ba TilmoToHIA, T103a «okabu». Bam monepenHiit niaruos?
[1nan o6cTexeHHs .

PodoTa 3. I[IpoanamizyBaTH KapiOTHUIIM XBOPHUX 3 XPOMOCOMHHMMH XBOpoOamu. BuzHauuTH THI
MYyTallii, 3aMcaTi KapioTUIIH.

3.2. Pexomenaanii (iHcTpyKILii) 111010 BAKOHAHHS 3aB/IaHb

PoGota 1. HeoOximHo ckimactd pojaoBin. BusHauuTu, 4 € XpomMocoMHa XBopoOa y pOJIMHI
ycrajkoBaHa abo cropajuyHa. SKmo cnopaanyHa — HalOUIbII WMOBIpHA mpocTa TpucoMmis (abo
Mo3aiyHa Qopma). SAkio ycrnagkoBaHa — HaOUIbII MMOBIpHA TpaHCIOKalliliHa ¢hopMa CHHIPOMY.
3anuiniTh KapioTUIl XBOpoi Ta 6aThKiB. SIKIIO 11e ycrnaakoBaHa popma, TO XTO € HOCieEM MyTarlii? XTo
notTpedye T0AaTKOBOTO 0OCTEIKEHHS?

3BEpHITH yBary Ha Te, 0 FTeHETUYHUIN PU3HUK IIPU XPOMOCOMHUX XBOpoOax emmipuunuii. [[is Toro,
mo0 po3paxyBaTH TEHETUYHUN pPHU3UK, HEOOXiTHO BHUKOPUCTOBYBATH BIAMOBIIHI TaOmuUIli
PO3paxyHKy T€HETUYHOTO PU3HUKY.

ITpu BUKOHaHHI poOIT BUKOPUCTOBYHTE 1H(OpPMAILIiI0 HACTYIHY 1H(OPMAILitO.

XpPOMOCOMHI XBOPOOM — II€ CMAJKOBI XBOPOOH, 0OyMOBIIEHI 3MIHOIO KUIBKOCTI 1 CTPYKTYpHU
xpomocoM. Cporoani onucano Oinbiie 1000 Takux xBopo®. bimspko 100 3 HMX MarOTh YITKY
KJIIHIYHY KapTUHY 1 Ha3UBAalOTbCS CHHIpPOMaMH. Y OCHOBI KiacHuikaiii XpOMOCOMHHX XBOPOO
JIeKaTh TPU MPUHLUIH (Ta0:1. ).



Knacudikamis XpoMOCOMHUX XBOPOO

[MpuaIMT KIacudikarii DopMu XPOMOCOMHHX XBOPOO
3a  XapakTepom 3MiHU KapioTumy Honinmoinii
(erioyoriyHU IIPUHILIMII, TOOTO
XapaKTepUCTUKa XPOMOCOMHOI a00 T€HOMHOI - - —
MyTarii) 3M¥Ha KUIbKOCTI i CTPYKTYPH 2YTOCOM
3MiHa KUIBKOCTI 1 CTPYKTYpH CTaTE€BHUX
XpOMOCOM
3anexHO BiA TUMY KIITHH, B SKHUX [ToBH1 popmMu — pe3ynbTaT TeHEepaTUBHOL
BUHUKAIOTh MyTallil MyTalii y 0aTbKiB
Mo3aiuHi popmMu — pe3ynbTaT COMaTUYHOL
MyTallii y caMmoro eMopioHa
Yac BUHUKHEHHS MyTallii (y MOKOIIHHAX) Cropannyti — pe3yabTaT HOBOi MyTallii

VYcnaakoBaHi —  yCHAJKOBYIOTBCSI  BiJl
0aTbkiB 13 30aJaHCOBAHMMHM XPOMOCOMHHMHU
MyTarisiMd a0bo BiJl OATBHKIB 3 XPOMOCOMHHUMU
XBOpOOaMH

B mimoMy XpoMOCOMHI 1 TeHOMH1 MyTallii MOKHA MiI03PIOBATH B TAKUX KIIHIYHUX CUTYAIlisX.

1. besmniganii mutr06. Bin 2 1o 4 % 6e3runigHux rnap MaroTh XpOMOCOMHI 1 TeHOMHI MyTaillii. Boan
MIPU3BOIATH JIO TIOPYIIICHHS CIIEPMAaTOTeHE3y, OBOTeHE3y a00 70 3arndeni eMOpioHIB 10 IMIIaHTAITIi.
besmmigaicTh MOKe OyTH HACITIIKOM:

— HOCIlcTBa 30JIaHCOBAaHUX XPOMOCOMHUX MYTaIliif;

— MIKpOJAeNIelii TOBroro mie4a Y-XpoOMOCOMH Y YOJIOBIKIB y IUISHII, JIe 3HAXOIATHCS T€HH, 110
KOJIYIOTh criepMaTorenes, — (aktop azoocnepmii (AZF);

— cunapomy Kialindenbrepa y yonoBikiB (kapiotur 47,XXY);

— cunapomy lllepemeBcbrkoro — TepHepa y xiHOK (MOHOCOMIs X) Ta 1H. IPHYHH.

2. CrionTanH1 a0OpPTH 1 MEPTBOHAPOHKCHHSI.

3. HapoUKeHHsI AUTHHH 3 XPOMOCOMHOIO XBOPOOOI0, CHMITOMAaMH SIKOT MOXKYTh OYTH MHOKWHHI
MIPUPOJDKEH] BaJW PO3BUTKY, BIIICTABAHHS B MCUXOMOTOPHOMY PO3BHUTKY Y JAIT€H PaHHBOTO BIKY,
PO3yMOBa BIJICTAJICTh y CTAPUINX, BIICTABAHHS B POCTI, OE3ILTITHICTb.

4. 3105IKICH1 yXJIMHU, OCOOJINBO JICHKO3.

3ATAJIBHI CUMIITOMHA XPOMOCOMHUX XBOPOb

XpOMOCOMHI XBOPOOU - CHHIPOMH MHOKMHHHUX BaJl PO3BUTKY. SIK MpaBUIIO, MOMILIOINIT 1 3MIHH
KUTBKOCTI 1 CTPYKTYpU ayTOCOM BUSIBISIIOTHCS MEBHUMH CHMIITOMAaMH B MEpioj BariTHOCTI i
JIarHOCTYIOTBCSl Y HOBOHApPOJDKEHHX. XPOMOCOMHI XBOPOOHM, MOB’s3aHI 31 3MIHOIO KUIBKOCTI 1
CTPYKTYpPH CTaTEBUX XPOMOCOM, BIIPI3HAIOTHCS OUIBII JIETKUM IepediroM.

3arajgpHi CMMITOMH NMOJIINUIOIAIL | aHOMATIH ayTOCOM

Y nepioa BariTHocTi

1. 3arpo3u nepepuBaHHs BariTHOCTI.

2. 3arpuMKa BHYTPIIIHBOYTPOOHOIO PO3BUTKY (JIIarHOCTYEThCA Ha MiAcTaBi  cepii
YIABTPA3BYKOBHX JIOCIIIKEHD).

3. ManoBomis abo GaratoBoas.

4. TOKCUKO3H Yy TIepio]] BariTHOCTI.

5. IlepenuacHi nosory. Pifnie HopMaabHUNA TEPMIH BariTHOCTI.

3arajabHi cuMnTOMH



1. I'inotpodist abo rinomasist Npu HAPOHKEHHI.

2. BigcraBaHHs B ICHXOMOTOPHOMY PO3BHUTKY Y JiT€H paHHBOTO BIKY.

3. Po3ymoBa BifcTaNicTh y CTapIIMX JAITeH (3a3BHYAl TSKKA).

4. 3aTpuMKa pocTy.

5. be3miaHICTb.

Ju3mopdii 00myus i yepena

1. Mikpotedaris.

2. «dmmopdiune oOauuUs»: MikpoaHomalii oudeidl (MOHTOJNOIMHUI a00 AHTUMOHTOJOITHUI
po3pi3, emikaHT Ta iH.), HU3BKO pO3TamIoBaHi 1 nedOpMOBaHI BYIIHI PAaKOBWHH, MIKPOTEHIS
(Tinorasist HUKHBOT IIEJIENH) Ta iH.

BepxHi i HUKHI KiHIIBKH

1. HYotupumnanelieBa CKiIajKa Ha JO0JIOHI, €IMHA 3THHAJIbHA CKJIa/IKa Ha 5-MY MaJIbIll ¥ 1HII 3MIHU
JIepMaTOTrTi(iKK, KIMHOJAKTHIIISA 5S-TO MajbIIs.

2. Canpaneno/iOHa IIIMHA HA CTOII.

3. Crona-roinanka.

4. TlonepeyHa 3ruHajgbHa OOpO3HA HA MIJOMIBI.

BayTpimHi opranu

YacTo 3ycTpivaroThCsi MPUPOHKEHI Baau CEpIlsl 1 BEIMKUX CYIWH, BaJH MO3KY, C€YOCTATEBOI
CUCTEMHM, TPAaBHOTO TPAKTy Ta 1H. CHUCTEM OpraHiB, HOPYIIeHHsS (YHKIIT €eHIOKPUHHOI Ta IMyHHOT
CHCTEM.

SIK BUHATOK, 3yCTPI4alOThCs TaKi CHMIITOMOKOMITJIEKCH:

1. PozymoBa BingcTanicte 6e3 SIKUXOCh BaJl PO3BUTKY.

2. Banu po3BUTKY IpU HOPMAJILHOMY MICUXIYHOMY PO3BHUTKY.

3. [301p0BaHI (TOOIUHOK) BaJld PO3BUTKY.

XpOMOCOMHI XBOPOOH, OOYMOBJICH] 3MIHOIO KUTBKOCTI 1 CTPYKTYpHU X- XPOMOCOM, SIK MPABUJIO,
XapaKTEpHU3YIOThCSA JIETIHUM TepediromM. Jlerma kiiHiYHA KapTHHA WX CHHIPOMIB O0OyMOBJIEHa
IHAKTHUBAITIEIO 3alBUX X-XPOMOCOM B €eMOpIOHAIBHOMY TIEPi0/Ii PO3BHTKY.

JIns HUX XapakTepHE Take:

— PO3yMOBHUI PO3BUTOK YacTille HUKYHI 32 HOpMY, ajie aHOMaJii pO3BUTKY MO3KY BUPaKEHI HE
TaK BUPA3HO, SIK IPU aHOMAJISIX ayTocoM. barato XBopux MarOTh HOPMAJILHUMN IHTENEKT, a JCsIKl —
BHUIIE CEPEHBOTIO;

— (eHOTHUITIYHI MOPYIICHHS OUTBIIIOD MIPOIO0 TOPKAIOTHCS PO3BUTKY CTATEBHX OPraHiB 1 pOCTYy,
CIIOCTEPIraloThCs Baau PO3BUTKY, 0coOnuBo npu cuniapomi llepemeBcbkoro — TepHepa, ane
3yCTPIYarOTHCS BOHM PIAIIE 1 MEHIII TSKKI;

— ocraTtouHuil (eHoTHm, SK MpaBuio, (GOPMYyeTbCS B MiIJIITKOBOMY TMEpiojl; BUHATKOM €
cugapom [lepemeBcekoro — TepHepa, Mpu AKOMY YITKI KIIHIYHI O3HAKH BUSBISIOTHCA Y
HOBOHAPOKEHUX;

— MOJIMBI JIeTK1 (GOPMHU, K1 BUSBJISIOTH TUIBKU MPU HOMYISIAHUX JOCTIIKEHHSX.

JliarHOCTHYHI O3HAKK XPOMOCOMHHX CHHAPOMIB MOXHA PO3AUTUTH HA TPH TPYIIH:

1. 3aranpHi 03HAKH, IO JO3BOJIAIOTH 3aMiIO3PUTH aHOMAIii XpoMocoM (Tcuxiune abo (izuune
HEI0PO3BUHEHHSI, YEPETTHO-TUIbOBI TU3MOp(ii, 3MIHU JepMaToTi(iky, BaJy BHYTPIIIHIX OpraHiB).

2. O3HakH, 110 HalyacTillle 3ycTpiualoThCs IpU NMEBHUX cuHApoMax. Hanmpukinana, npu cuHApoMi
EnBapaca B 90 % BumaakiB 3ycTpidaeThbest gonixouedanis i B 96 % — ¢uiekcopHe 3ruHaHHS KUCTI.
ITpu cunnpowmi [1atay B cepennbomy B 70 % BUNAIKIB 3ycTpiuatOThCsl PO3KOJIMHA T'YOH 1 MiTHEOIHHS,
MIKpOo(dTanbMis, MONIKUCTO3 HUPOK, nostinaktuitis. [Tpu cunapomi Jlayna Outbm sk B 90 % Bunaakis
BIJI3HAYAETHCS MOHTOJIOTAHUIN po3pi3 oueld 1 B 60 % po3pi3 momepeuHa CKiaaka Ha J0JIOHI.

3. O3HakM, MATOrHOMOHIYHI Ui MEBHOTO CHHApoMy. Hampukiaz, nmpu CHHAPOMI «KOTSYOTO
KPHUKY» BII3HAYA€ThCS XapaKTEPHUH KPUK, L0 Harajaye KOTsue HIBKAHHS.

Cunapom /layna (tpucomis 21)



Briepiie B caMOCTiiiHy HO30JIOTIUHY OJMHUIIIO BUAUIMB aHTIiHChKuUi Jikap Jayn (Down) B 1866
p. M Ha3BOIO «MOHTOJOIAHA iMioTis». ETionoris 3aXBOprOBaHHS BCTAaHOBJICHA 4Yepe3 Maixke
cropiuust — J. Lejeune i cniBaBTop (1959) 3Halm y TaKuX XBOPUX AOJAATKOBY 2 1 -1ITy XpOMOCOMY.

OcHo8HI  OiaeHOCMUYHI O03HAKU: PO3YMOBA GIOCMANICMb, M 513084 2INOMOHIA, Opaxiyeghanis,
MIKpoyepanis, niocke 001uu4s1, MOH2OI0IOHUIL PO3PI3 OUell, MAKPO2IOCIA, 840U CepYysl MA iH. OP2aHis,
iMyHOOeiyumni cmanu, mpucomis no 21-i xpomocomi.

XBopoba Jlayra — HalnomwupeHima ¢opMa XpOMOCOMHOI maTtoJiorii mroaman. Yactora
nomyssiii y HoBoHapomkeHuX 1:700—1:800. CroiBBigHOIIEHHS XJIOMYMKIB 1 JIBYATOK cepen
HOBOHAPODKEHUX 3 cuHApoMoM JlayHa fgopiBHioe 1:1.

Y 94 % Bcix ¢opm cunapomy JlayHa BUSBIS€TbCA MOBHAa Tpucomis. KapioTun mpu moBHii
tpucomii 47,XX,+21 a6o 47,XY,+21 (puc. 5.3). YV 80 % Bunakis 3aiiBa XpoMocomMa MaTEpUHCHKOTO
noxopkeHHs 1 yume B 20 % — OarbkiBecbkoro. Y 4 % BHUMAJKIB 3yCTPIUa€ThCS POOEPTCOHIBCHKA
TpaHcioxaiis (puc. 5.4) i B 2 % — Mo3aiu3M.

Tabauys

[{uToreHeTu4Hi mopyueHHsi npu cuuapomi Jlayna

Myrarii Yacrora, %
Tpucomis 94
Tpanciokartis 4
Mos3zainuszm 2

OcCHOBHI JIarHOCTUYHI O3HAKH 1 KJIiHIKa 3aXBOPIOBAHHs HACTUILKH THIIOBI 1 J0Ope ommcaHi B
JiTepaTypi, U0 JlarH03 BCTAHOBIIIOETHCS BXKE B MEPi0Jii HOBOHAPOHKEHOCTI (puc. 5.5). 3a nanumu
pI3HUX aBTOPIB, pu XBopoOi JlayHa 3ycTpiuaerbes Big 9 1o 29 mikpoaHomaliil i BaJi pO3BUTKY.

Jitu 3 curapoMom JlayHa HaApOKYIOThCS, SIK MPABUIIO, B CTPOK 3 MOMIPHOIO Tinoruiasiero. Maca
TLJIa PU HApODKEHHI B cepeabomy 2900 r. HalixapakTepHillIMMyU CUMIITOMaMU Y HOBOHAPODKEHUX
€ M’5130Ba TIIOTOHIA 1 rinopedeKcis B oeHAHHI 3 PO3XUTAHICTIO cyrno6iB. bpaxinedanbuuii uepen
31 CIIOUIEHOI0 MoTuiMLe. OOMuYys Kpyrie CIUIOIIEHe, MOHTOJIOUIHUI po3pi3 ouel, emiKaHT,
wisiMu bpymduibaa (cBiTIl MISAMU Ha palIyxKili), pO3LIMPEHE 1 CIJIOLIEHE IEpeHiCcCs, MaleHbKI
HU3bKO PO3TAIIOBaHi BYIIHI PAaKOBUHHU (MIKPOOTIsSl) 13 3aKpydeHUM 3aBUTKOM. Benukuii 3a3Buuait
BUCYHYTHUH SI3UK (Makporiocis), Bucoke migHe0iHHs. [us kopoTka, XapakTepHU Ha UTMIIOK IIKIpH
Ha mui. KucTi mupoki KOpoTKi, KIMHOJAKTHIIIS MI3UHINB, OJHA 3THHAIbHA OOpPO3HA HA MI3HMHII
(uepe3 rinmomuiasii cepenMHHOT (anmaHTH), UYOTHpHUMNANbIEBA CKIaika Ha JAoJoHi. Ha cromi
caHjaneno/i0Ha muIrMHa.

Cuin 3a3Ha4MTH, 10 IEpEepPaxoBaHi CHMITOMH 3ycTpidaioTbes He y 100 % XxBopux.



3axBOpIOBaHHS HEOOXIAHO IU(EpPEHIIOBATH 3 YPOKEHHM TiOTHPEO30M (TparuisieTbes 3
gacroroto 1:3500, xapakTepHi 3aTsHKHA JKOBTSHHL 32 PaXyHOK IMPSIMOTO OuTipyOiHy, Ha MEpUIOMY
MICSI1i TOTIPIICHHS alleTUTY, MIISIBICTh, OJIFOBaHHS, 3aKPEIH, O1TiCTh, TIOTOHIS, 3HWKEHHS IKIPHOT
TEMITePATYPH, TICISA 6-TO THKHS PO3BUBAETHCS OTYTIICTh MOBIK. Y JITEH dKOPCTKE BOJIOCCS, BETHKUN
SI3UK, KM HE TIOMIMIAETHCS B POTOBIA MOPOXHHHI, 30UTBIICHHS XUBOTA, MOPYIICHHS POCTY Ta
po3BUTKY, minsumeHHs piBHsA TTI Ta 3Hmwkenus pisas T3, T4).

Y 50 % xBopux 3 cuHapoMoM JlayHa 3ycTpidaroThCsi NMPHPOJDKEHI Bamu cepus (nedextu
MDKIIUTYHOYKOBOI 1 MKIIEpeCepaHOT IeperopooK, BiIKpUTa apTepiajibHa MpoToka Ta iH.), y 15 %
BaJld NUIYHKOBO-KHUIIIKOBOTO TPakTy (aTpe3is abo0 CTEHO3 JBAHAAUATHIAIOI KHUIIKH, aTpe3is
CTPaBOXO[y, aTpe3is MpsIMOi KHUILIKH 1 aHyca, MErakoJIoH), Y 6 % XBOpUX BaJM CEYOBOI CUCTEMH.
JlocuTh 4acTo BUSABIAIOTHCS O3HAKU HETOPO3BUHEHHS 30BHIIIHIX CTaTEBUX OPraHiB (KpUIITOPXI3M,
rifnornJasis CTaTeBOro WieHa 1 MOLIOHKH), IYMKOBI 1 MAaXOBl I'PUXKI, PO3XOJKEHHS MPSIMHUX M S31B
KHUBOTA.

Po3ymoBa BijcTalicTh 1 3aTpUMKa CTaTO-MOTOPHUX (YHKI[I BHUSBJISIOTHCSA MPAKTUYHO Y BCIX
xBopux. KoedimientT pozymoBoro po3Butky (IQ) y pizHux nireit Bapitoe Bim 25 mo 75. Skmio He
3aCTOCOBYIOTBCS CIICHIAIbHI METOM HaBYaHHS, TO YacTille 3ycTpidaeThes iMOermmbHICTh (6590
%), NeOUTBHICTS 1 1110TIS 3yCTPIYAIOTHCS B PIBHUX CHIBBITHOILIEHHSX.

XapaxTepHa 3aTpumMKa 3pocty. CepeaHiii 3picT Aopocaux XxBopux 0nmu3pko 150 cm.

VY xBopux 3 cuHAapoMoM JlayHa criocTepiratloTbCsi IMyHOIEDIIIUTHI CTaHU, 3HMKEHA pernapartist
JIHK. 3 miei npuyuau aitu 3 cuaapomMoM JlayHa 4acTo XBOPIIOTH Ha THEBMOHIIO, BAXKKO TIEPEHOCATH
TuTsd1 iHGEKIii. Y HUX 3Ha4HO YacTIIIe 3yCTPIYatoThCs JICMKO3U, HDK Y 3I0POBUX JITEH.

Bitaneanii mporno3 mpu xBopoOi JlayHa BH3HA4aeTbCsl HASBHICTIO BajJ PO3BUTKY CEPIIEBO-
CYIMHHOI CHCTEMH 1 TPAaBHOTO TPAKTY, IHGEKIIH AMXaTbHUX NUIAXIB (IMyHOIEDIIUT MPUPOKEHOTO
XapakTepy), XBOpoO KpoBi (JICHKO3) 1 370IKICHUIMH HOBOYTBOPEHHSMU, 10 SKHX CXHJIbHI II1 XBOPi.
[TpupomKeHi Baiy po3BUTKY H iHIII CTaHU YacTO MPU3BOSTH JI0 JICTAIBHOTO PE3YyNbTaTy. 3a3BHYai
20-30 % xBopux ruHyTh Ha 1-my porii kutTs, 50 % — B nepii 5 pokiB. 3a BIACYTHOCTI TSKKUX BaJ]
PO3BUTKY, NPH YBOXHOMY JIOTJISI/I 3a XBOPHM, CBO€YACHIM JIarHOCTHIN 1 JIKYBaHHI MOKJIMBHX
CYNYTHIX 3aXBOPIOBaHb TPUBAIIICTB KUTTS MOXke gocsirata S0—60 pokiB. barato XBopux 3 TpUCOMIEIO
21 371aTHI BECTH CaMOCTIMHE JKHUTTSI, OTTAHOBYIOTh HECKJIaIH1 Tpodecii, CTBOPIOIOTH CiM 1.

Kuiniyna xapakrepuctuka cuaapomy /layna B pi3Hi BikoBi nepioau

B mnepiox HOBOHApOmKeHOCTi: HEOOXiTHA JIarHOCTUKA MPUPOKEHUX BaJ CEPLEBO-CYIUHHOT
CHCTEMH, IIIYHKOBO-KMIIKOBOIO TPAaKTy Ta 1H. cucTeM opraHiB. Y 3 % HOBOHapOMKEHHUX €
MIPUPO/IKEH1 KaTapaKTH, YacTo 3yCTpiuaeThes riaaykoMa. HeoOxinHa niarHOCTHKA TIIIOTUPEO3Y, KUK
3ycTpidaeTbes yacTime npu Tpucomii 21 1 motpedye paHHBOI 3aMiCHOT Teparii ropMoHaMu. MOXYTb
OyTM yTpyAHEHHS TIpH TPYJHOMY BHUIOJOBYBaHHI, OOYMOBJEHI M S30BOI0 TilIOTOHIELO,
MakporJociero. binbnr yacti 3amopu 4yepe3 TiMOTOHIUHY MYCKYNaTypy KuieuHuky89-456+1. Cuin
3BEpHYTH yBary Ha MOJIUBICTb IPUPOJKEHOTO BUBUXY CTETHA.

I'pyanmii Bik: ciif 3BepHYTH yBary Ha CXWIBHICTB JI0 CYJAOM y XBOpHX 3 cHHApoMmoM /JlayHa,
rinoTHpeo3, IHQEKIiiH1 3aXBOPIOBaHHS.

JlomkinbHuUil i Mostoammii MKiNbHMI Bik: cepilo3Hi Bay PO3BUTKY 3aJIHUILAIOTHCS TOJOBHOIO
MPUYMHOIO CMEPTI B AUTAYOMY Billi. 30€piraeTbcsi CXMIBHICTD A0 IHPEKIIHUX 3aXBOPIOBAHB 1 PU3UK
JIeMK031B. Y XBOPUX YaCTO PO3BUBAETHCS TYTOBYXICTh, TOMY PEKOMEHIYETHCS IIOPIYHA ayA1I0METPIsl.



HeoOxigHi peryssipHi KOHCYJIbTAI] OKYJIICTa, OCKUTBKU Yy XBOPUX YacTO 3yCTPI4alOTHCS MOPYILICHHS
pedpakiiii, KOCOOKICTh, YaCTO PO3BHBAIOTHCS KaTapakTh. Y IiTel 3 cuHapoMoM JlayHa MalleHbKI i
nedopMoBaHi 3you, HEOOXITHI PETYISPHI OTJISAIU CTOMATONOTOM. Y 15 % XBOpUX CHOCTEPIraeThes
HECTIHKICTh aTJIAHTOOKCIAIBHOTO 3’ €IHAHHS, III0 MOXE MPU3BECTH JI0 3/IaBJICHHS CIIMHHOTO MO3KY 1
HEBPOJIOTTYHOT cuMnToMaTuku. HeoOximHe peHTreHooTidyHe 00CTeXKEHHSI XBOPUX MEpe]] BCTYIIOM
1o mkon. Cimig 3BepHYTH yBary Ha CXWJIBHICTB J0 OXKHUPIHHS.

Ily6epraTHuii Bik: 30epiracTbcsi CXUIBHICTB 710 H(EKIIHHIX 3aXBOPIOBAHb 1JIEUKO3Y, HEOOX1TH1
peryisipHi aymioMeTpii, KOHCY/IbTAIlIl OKYJICTa 1 CTOMATOJIOTa, KOHTPOIb (PYHKIIIi MIATONOMIOHOT
3asi03u. HeoOxigHO 3BEepHYTHM yBary Ha CTaTe€Be BHMXOBaHHS TMIJIITKIB. Y JiBYaT 3BUYANHO
BCTAQHOBJIIOIOTBCSL PETYNSIpHI MEHCTpyalii. bBilblIicTh HUKIIB aHOBYJISITOpPHA, aje MOXKJIUBA
BAariTHICTh. Y CBITOBIH JiTepaTypl onrcaHo 0in3bko 30 BUNAAKIB BariTHOCTI y KIHOK 3 CUHAPOMOM
Hayna. Teopernuno 50 % HamaakiB ycrnaJkoBYBaTUMYTh 3aiiBy 21-11y XpoMocoMmy.

Xmomiii 3 cuHapoMoM JlayHa BITUyBarOTh Ti 3K caMmi CTaTeB1 MOTSTH 1 PO3JIaJi, SIK 1 1XH1 OTHOJITKH.
Yomosiku 3 cunapoMoM JlayHa, ik TpaBuiio, OE3IUTIIHI, OCKUTHPKU y HUX TTOPYIICHHH CIIepMaTOTEeHE3,
X04a OTMCAHUM OJIMH BHUMAI0K 3a4aTTs JUTHUHH YOJIOBIKOM 3 CHHIApOMOM JlayHa.

Hkipa giteit 3 cunapomoM JlayHa Mae TEHIEHIIIIO O CYXOCTI 1 ek3eMH. HacTto 3’sSBIsS€THCS
ByrpoBuil Bucuin. Crioctepira€rbcs rHi3JJ0Be OOJIHUCIHHS.

Crapuuii Bik: XBopi 3 cuHIpoMoM JlayHa cTapitoTh MIBUIIIE, HDK 3/I0POB1 JIOAU. Y OUTBIIOCTI
XBOPHX Yy CTapIIoMy BIlli pO3BUBAETHCS XBOopoOa Aubireiimepa. Ile oOymoBieHO THUM, IO TEH
XBOPOOU AJbIreiiMmepa Jokaai3oBaHuii B 21-if XxpoMocoMmi.

Menuko-reHeTHYHE KOHCY/IbTYBAHHS

Jlnst oApY>KHBOT MapH, M0 Ma€ JTUTHHY 3 CHHIpOMOM JlayHa, pH3HK HApO/DKCHHS Ie OJHIET
XBOPOT JUTHUHU TMIABUIIICHUH 1 3aJI€KUTH BiJl BIKY MaTepi 1 IUTOTCHETUIHOTO BapiaHTy CUHAPOMY.

BcranoBieHo TiCHHMI 3B’SI30K MK BIKOM Marepi 1 4acTOTOIO HAPOKEHHS ITEH 3 CHHAPOMOM
Jlayna (ta6. ). [TomiOHa 3aneXHICTh BUSIBJICHA 1 TP IHITUX TPUCOMISAX IO ayTOocoMax (CHHIPOMH
Ensappca i [laray).

Tabnuys

3ajesKHICTh YACTOTH HAPO/KeHHH JiTeil 3 cunapomoM /layna Bix Biky marepi

Bix marepi YacToTa HapoHKEHHS JTITeH

3 cuHApoMoM JlayHa

Jlo 18 pokiB 1: 45
20 pokiB 1: 1800
25 pokiB 1: 1300
30 pokiB 1: 1000

35 pokiB 1: 300




40 poxiB 1: 100

45 poxiB 1: 30

49 pokiB 1:12

[TpuunaM 1BOTO SBHINA HE BCTaHOBIIEHI. O/1HA 3 MOXKIIMBUX MPUYUH — OCOOJIMBOCTI OBOTEHE3Y Y
K1HOK. OBOTeHE3 NMOYMHAETHCS B eMOPIOHAILHOMY TEpPi0/Ii PO3BUTKY 1 10 7 MiC IPOXOAATh CTafil
PO3MHOYKEHHS, 3pOCTaHHSI 1 PO3NOYHHAETHCSA Ipodasza Mepuoro noairy Meiosy. B emOpionansHOMY
nepioJii MPoXoAiTh KOH Iorallis 1 KPOCUHIOBEp, a MOTIM Mei03 3yNMUHAETHCS. 3 MIITITKOBOTO BIKY
OBOLIUTH NMOYMHAIOTH BCTYNATH B 3aBEPIIAIBHUI eTan Meio3y. UuM Ouibllle TEpMiH BiJ MOYaTKy
Melo3y 70 HOro 3aBeplIeHHs, TUM Oulbllle MyTareHHUX (akTOpiB Al0OTh HA OpPraHi3M >KIHOK 1 TUM
OUTBIINI PU3UK HEPO3XOHKEHHS XpoMocoM. [IpoTe 11e He MOsSCHIOE BUCOKY YacTOTY HEPO3XOIKEHHS
XpOMOCOM Y MOJIOJIUX MaTepiB.

VY pa3i npoctoi TpucoMii 1 BIKy MaTepi 10 35 pokiB MOBTOpHUN pusuk He Ouibie 1 %. Ilicns 35
POKIB PH3UK HApPO/KEHHS XBOPOi TUTHHH PIBHUW MOJBOCHOMY T€HETHUYHOMY PH3HKY U JTaHOI
BIKOBOT TPYIIH.

SIK1mo y XBOpOro BHSIBJICHMI TpaHCIOKaUIMHUI BapiaHT xBopoOu JlayHa, TO 00OB’A3KOBO st
1UIeH MEAUKO-TeHETUYHOTO KOHCYIbTYBAaHHS JOCIIDKYIOTh KapioTum 0aThKiB. BusBieHHs y Koro-
HeOyb 3 0aThKIiB 30alaHCOBAHOT TPaHCIIOKAITl, M0 MOCTY)KWJIAa TPUYUHOK TMATOJIOTI] Y JTUTHHH,
noTpedye TpH HACTYIMHHUX BariTHOCTAX MPOBEICHHS I1HBA3MBHOI MPEHATAIBHOI IarHOCTHKHA. B
[JIOMY TEHETHMYHUHM PU3UK OIIHIOIOTH 3a CIEMIaJbHUMH TAOIUISIMH E€MITIPUYHOTO TEHETHYHOTO
pu3uKy (Tab:..). Pu3uk 3amexuTh Bl BUAY TPAHCIOKAIIii 1 TOTO, XTO 3 0aThKIB (MaTH a00 06aTHKO) €
HOcieM. PU3uK BUIIUH, SKIIIO TPAHCIOKAIIS BUSBIIEHA Y MaTepi, TOMY IIIO OBOIIUTH 3 TPAHCOJIOKAIIIEIO
BUSIBJISIFOTHCS JKUTTE3JATHIIINME, HK CIIEpMAaTO3011H.

Pu3uk ns moToMcTBa HOCIiB pOOEPTCOHIBCHKUX TPaHCIOKAIIIN

Tun poGepTCOHIBCHKOT ['eneTnunmii pusuk, %
TpaHCJIOKaIlii

Hociit — xinka Hociii — yoI10BiK

Tpancnokamis Mk 21 1 22
xpoMmocomamiu (21922q)

Tpanciokartist MDK 22
XpOMOCOMOIO 1 OyAb-SKOIO
xpomocomow 3 rpynu D 13,
14, 15 mapu (21gDq)

10 2,4

Tpancnokaris MDK  JBOMa
TOMOJIOTIYHUMHU

xpomocomamu 21 (21g21q) 100 100




IV. TlinBeneHHss miACYMKIiB 3aHATTS, NMOBiIOMJIEHHSI NMPO OTPUMAHI OWIHKHU, HAJAHHS
JOMAIIHLOI'0 3aBJAAHHS.
V. Cnncox peKoMeHI0BaHOI JiTepaTypu

V. IlinBeneHHsi miacyMkiB 3aHATTS, MNOBIIOMJIEHHSI MNP0 OTPUMAHI OWIHKHM, HaJaHHA
JOMAIIIHbOI'0 3aBJaAHHSI.
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IIpakTnune 3anaTTa Ne 4

Tema: XpomocomHi XBOpoOH, OB’ si3aHi 3i 3MiHOI0 KITBKOCTi 200 CTPYKTYpH ayTOCOM.
Mera: 3acBoiTM yMIHHS CaMOCTIHHO BHUKOPUCTOBYBATHM 3HAHHA MPO KapiOTUNHM 1 MiHIMalbHI


https://www.ncbi.nlm.nih.gov/books
https://www.omim.org/
https://www.omim.org/
http://ghr.nlm.nih.gov/
http://www.orpha.net/
http://rarediseases.org/

JiarHOCTUYHI 03HAKW HAHOUIBII MOIIMPEHUX XPOMOCOMHHUX XBOPOO MOB’SI3aHUX 13 3MIHOIO OyTOBH

Ta KUIBKOCTI ayTOCOM JUIs OOTPYHTYBAHHS JiarHO3Y XPOMOCOMHOIO CHHAPOMY. 3aCBOITHM HAaBUKU

aHaJi3y KapiOTUITy XBOPUX 3 HAUOUIBII PO3NOBCIOPKEHUMH XPOMOCOMHHUMH XBOPOOaMU BHACIIIOK

3MIHHU KUTBKOCTI 200 CTPYKTYpH aBTOCOM. BMiTH po3paxyBaTu T€HETHUHUI PU3UK 1 3aIIPONIOHYBATH

MeTO 11 Ta00PaTOPHOT TIarHOCTUKH 3aJIEKHO Bil TUITY MYTAITiH.

OcCHOBHi NOHATTA: XPOMOCOMHI CHH/IPOMH TIOB’s13aH1 i3 3MIHOIO OYZIOBH Ta KUTbKOCTI ayTOCOM,

cuaapomu [ayna, [laray, ExBapaca, KOTS490ro KpuKy, MIKPOIIUTOTEHETUYHI CHHIIPOMH, CHHAPOMHU

Anrensmana, [Ipanepa-Bimti, MiHiManbHI A1arHOCTUYHI O3HAKH, KapIOTHITA XBOPUX

OobnagHanusi: MynbTUMEIIMHUNA TPOEKTOp, HOYTOYK, MYJIbTHMEIHI MpPE3eHTAllll, CHUTYaIliiHi

3ajadi, TECTH 3 TEMH, HaO1p PEHOTHITIB XBOPHX, KAPIOTUITH XBOPUX

IInan:

I. Opranizauiitni 3axoam (IpuBiTaHHS, NEpEBIPKa MPUCYTHIX, MOBIIOMIIEHHS TEMHU, METU 3aHATTS).
Momueayia 3000ysauieé 6uwjoi oceimu wo0o 6ueyeHHs memu. DBUTBIIICTE XPOMOCOMHHUX

CHUH/POMIB MOB’SI3aHUX 13 3MIHOIO 4Hucia a00 CTPYKTypud ayTOCOM SIBJISIIOThCSA (paTalbHUMM,

XapaKTEePU3YIOThCSI PAaHHBOIO CMEPTIO XBOpUX a00 IHBaIM3AII€l0. 3HAHHS TOYHOTO JIarHO3y

MOTpiIOHE JIKapsAM JJis TNPaBUIBHOTO BHM3HAUEHHS KIIHIYHOTO TMPOTHO3Y, IPOTHO3Y JKHUTTS,

npodeciitHOT MPUAATHOCTI XBOPOTO, IPOTHO3Y MOJIUBOCTI JIIKYBaHHSI.

I1. KoHTpo/b ONOPHOTro piBHA 3HAHb (ONMUTYBAHHS CTY/JAEHTIB, criBOecia 3a TeMOI0 3aHSITTS)
2.1. Bumoru 10 TeopeTHYHOI rOTOBHOCTI 3100yBaviB 10 BUKOHAHHS MPAKTHYHHUX 3aHATH.
30006ysau euwjoi oceimu nNogUHEH 3HAMU.
- MiniManpHi JIarHOCTHYHI O3HAKW Ta KaplOTUIM XBOpHX 3 cuHApoMmamu Jlayna, [laray,
EnBapnca, «kOTS9OTO KPUKY»;
- TloHATTs 1po MIKPOUUTOTEHETUYHI CHUHAPOMH, MPHUKIAAA MIKPOLUTOTC€HETUIHHUX
CHUHJIPOMIB;
- Oco061MBOCTI JIarHOCTHKH MIKPOIIUTOTCHTHYHUX CHHAPOMIB;
- Menuko-reHeTHYHE KOHCYIbTYBAHHS IIPU XPOMOCOMHHUX 3aXBOPIOBAHHIX BHACIIIOK 3MIHU
OynoBU 200 KUTBKOCT1 ayTOCOM;
- IlpenaTasibHy 11arHOCTUKY XPOMOCOMHHUX XBOPOO.
Ha ocHOBI TeOpeTHUHUX 3HAHb 3 TEMHU:
eMimu.:
- Ilpu aHanizi peHOTUIy XBOPOTO BUSIBUTH CUMITOMOKOMILUIEKCH XapaKTepHi JUIsl CHHAPOMIB
Jayna, [Taray, Enapsca, «koTsiaoro Kpuky», Aurenbpmana, [Ipanepa-Bimii.
- IlpoanamizyBaT KapiOTUIIM XBOPHUX 3 HAWOUIBIII MOMUPEHUMH XPOMOCOMHUMH XBOPOOaMHU,
BU3HAYUTH J1arHO3.
- IlpusHauuTH 0OCTEKEHHS XBOPOMY 3 M1I03POI0 HA TPUCOMIIO.
2.2. IIuTanHs AJ5 nepeBipKH 0a30BHX 3HAHD 32 TEMOIO PAKTUYHOI0 3AHITTHA

=

SIka yacToTa XpOMOCOMHUX 3aXBOPIOBaHb?

2. 3aralbHi CHUMIITOMH XPOMOCOMHHUX XBOP0OO, OOyMOBIEHHX 3MIHOIO YHCIAa 1 CTPYKTYpH

ayTOCOM.

[Moninnoinis: kapioTHI, KJIiHiKa, TPOrHO3, MEIUKO-T€HETUYHE KOHCYIbTYBAHHS CiM 1.

4. KiiHIKO-IIUTOT€HETHYHA XapaKTepHUCTUKAa XPOMOCOMHHUX XBOPOO, MOB’S3aHUX 13 3MIHOMO
KUIBKOCTI 1 CTPYKTYpH ayrocoM: cuaapomu [layna, Ilatay, Ensapaca, Bonbda-XupixopHa,
«KPUKY KIITKH.

5. Io Take MikpouuTOreHeTHuHi cuHApoMHu? OCOOIMBOCTI KIIHIYHOI KapTUHH, MPUKIAAN
CUH/IPOMIB.

6. KiiHiKko-IMTOreHeTHYHA XapaKTepucTuka cuHApoMmiB AHrenbmana i [Ipagepa — Bimii
3Ha4YeHHs! TEHOMHOTO IMIPUHTHHTY.

7. TlpyHUMIU MEAMKO-TEHETHMYHOTO KOHCYJIbTYBAaHHS IPU XPOMOCOMHHUX 3aXBOPIOBAHHAX

OB’ sI3aHUX 31 3MIHOIO KUTBKOCTI 1 CTPYKTYPH ayTOMCOM.

w



8. IlpenaranpHa IiarHOCTHKA XPOMOCOMHOI ATOJIOT1i.
2.3. TecToBi 3aBJaHHA I NepeBipKH 0230BUX 3HAHD 32 TEMOIO MPAKTUYHOI0 3aAHATTH.

3aBaanns 1. Bubepits 0Hy HalOUTBII IPaBUIIBHY BIAMOBIAb
1. Jlo MIKpOIIMTOTEHETHYHIX CHHPOMIB HAJICKATh:

A. Cunpapowm [layHa.

B. Cunnpowm Ilatay.

C. Cungapowm lllepemeBcekoro — Teprepa.

D. Cunapom Knaitndensrepa.

E. Cunnpowm Ilpanepa — Bumwri.

2. ns sSKOTO KapioTHUNy XapakTepHe MO€JHAHHs Mikpouedarii, MicsienoaioHoro oOmuqus,

AHTHUMOHTI'OJIOITHOTO pO3pi3y OueH, emiKaHTy, crenndiyHoro miavy?
A. 46, XXY.

B. 47, XY, + 18.

C. 47, XY, +13.

D. 46, XX, del 5 p-.

E. 46, XY, B del 4 p.

3. Y HOBOHapOPKEHOT IIBYUNHKN MiKkpoledaris 3 AePeKTaMu MIKIpH deperna (MpUpopKeHa aruiasis
IIKIpH), pO3KOoJMHA Tryou 1 TBeproro migHeOinHsa, Baau [[HC, nomimaktumis. Takuit
CUMITTOMOKOMILIEKC XapaKTepHUH ISl CHHIPOMY:

A. [ayna.

B. «KoTstuoro kpuky».

C. Ilaray.

D. EnBapaca.

E. lllepemeBcbkoro — Tephepa.

4. Tlpm ycmaakyBaHHI MIKpOJeienii MoBroro mieda 15 XpoMOCOMH BiJ MaTepi pO3BUBAETHCS
CUHIpOM AHrenbMaHa, a Bif 6ateka — iHmui cuaapoM (IIpagepa — Bimi). Ie nosicHioeTbes:

A. HemoBHOO NMEHETPAHTHICTIO TEHIB.
B. Bapirorouoro eKCIpecHBHICTIO.

C. 'eHOMHUM IMOPHHTHHTOM.

D. KoMmiieMeHTapHOIO €10 TEHIB.

E. SIBumiem mieroTportii.

5. Jlyis XpOMOCOMHHUX XBOPOO HaWOLIBIIT XapaKTEPHO:

A. 3aTpuMKa MCHUXOMOTOPHOTO PO3BUTKY y [ITE€H PaHHBOIO BIKY, pO3yMOBa BIICTaNICTh Yy

CTapUIuX.

B. Ilopymienns ¢pi3uyHOTO pO3BUTKY, 3MiHA KOJIBOPY 1 3amaxy cedi.

C. CucteMHICTh ypaKeHb.

D. INopy1ieHHst po3yMOBOTO PO3BUTKY, MHOKHUHHI BaJll PO3BUTKY 1 MiKpoaHOMaJii.
E. Karapakra, renarocryieHoOMeranisi, BiICTABaHHs B PO3BUTKY.

6. Y HOBOHapO/KEHOTO XJIOMYHMKA Timoruiasis, aonixouedansHa (opMa yeperna, MIKpPOTeHis,
HU3bKO PO3TalIoOBaHi i 1ehopMoOBaHi BYIIHI paKOBUHHU, CTOMa-roiaanka, Baau cepis, [THC. Bam
IiarLos:

A. Cunpapowm [layHa.

B. Cunnpowm Ilatay.

C. Cunnpom Mapdana.

D. Cunnpom KnaitHdensTepa.
E. Cunnpom EnBapnca.

7. 'Y HOBOHapopKeHoro Opaxinedainis, Mikpouedais, MOHTOJIOITHUN po3pi3 ovel, MaKporiocis,
crtomeHe oOnmuyus. [ SKOro XpOMOCOMHOIO CHHAPOMY HAHOUIbII XapakTepHUH el
CUMITTOMOKOMIIJIEKC:

A. Cunapom EnBapaca.



B. Cunnpowm Ilatay.
C. Cungpom Jlayna.
D. Cungpom Hlepemescbkoro — TepHepa.
E. CuaApOM «KOTSYOTO KPUKYY.
8. Has3BiTh 4acTOTy XpOMOCOMHHUX XBOPOO Y HOBOHAPOKEHHX:
A. 1 na 700.
B. 5 na 1000.
C.0,1%.
D. 1 %.
E. 5 %.
9. V sxomy Bili y *KiHKH ITIIBUIIEHUI pU3UK HAPOHKEHHS AUTUHH 3 cHHApoMoM JlayHa?
A. 20-25 poxkis.
B. 25-30 pokiB.
C. 30-35 poxkis.
D. 35 1 6ubire.
E. Bin BiKy He 3aJIKUTb.

10. V xmomuuka 9 poKiB OXHUpIHHS, M’s[30Ba TIMOTOHIs, aKpoMenmis (MaJeHbKi KHCTI 1 CTOIN),
riMOroHaanu3M, po3yMOBa BIACTaNICTh, MIKpoJelnelis AoBroro miaeda 15-1 xpomocomu. Bam
JIar"Ho3:

A. CHHIPOM «KOTSYOTO KPUKY».
B. Cungpom AHrenpMmana.
C. Cunapowm Ilpangepa — Bimi.
D. Cungpowm Ilaray.
E. Cuanpom Mapdana.
11. BkaxiTh MOKa3aHHS AJIs IPOBEACHHS [TATOTEHETUIHOT IIaTrHOCTHKH:
A. Po3ymoBa BifcTamicTh, MiIKpoaHOMAaJIil PO3BUTKY 1 B PO3BUTKY.
B. I'ematocrmieHoMeranis, KaTapakTa, pO3yMOBa BiJICTAJIICTb.
C. HemepeHOCHICTh AESKUX XapUOBUX MPOIYKTIB, TEMOJITHYHI KPU3H.
D. Hespouoriuni nposiBu (CyJIoMH, 3HHKEHHS a00 MiABUIIEHHS M S30BOTO TOHYCY, CHACTHYHI
Tapesm).
E. He3Buuaiinwuii 3amnax ceui.
12. SIki xapakTepHi 3MIHHM Yepera HasBHI B KJIIHIYHINA KapTHUHI cuHIpomy JlayHna?
A. bpaxinedaniqyaoi popMu, yKOPOUEHHS NMEePEAHBO-3aHLOTO PO3MIPY, CTUIONIECHHS MOTHIIHIIL.
B. HaBucarouunii 100, KOCOOKICTb, IIJTACKHUH HiC.
C. YKopo4eHHs MepeHb0-3aAHHOI0 PO3MIPY, CIUIOMICHHSI MOTHIINIL, HABUCIHA J00.
D. YkopoueHHs HOro nepeaHbo- 33AHHOTO PO3MIPY, HABUCIUHN J00.
13. Illo xapakTepHe B KJIIHIYHIM KapTuHI 1 cuaapomy Ensapaca?
A. I'imeprenopusm.
B. KocooxkicTsb.
C. Pizka 3aTpuMKa pocTy, rinoria3is M’s130B01 TKAHHHH Ta MiAIIKIPHO-)KUPOBOTO HIapYy.
D. OuHi minuHM BY3bKi.

14. SIki 3miHu oOnuyys Ta MiAHEOIHHS XapakTepHi Juid cunapoMy [latay?

A. Yepen OpaxinedanigHoi popmu, yKOpOUEHHS HOTO MEPEAHBO- 3aJHHOTO PO3MIPY, CIUTOMIEHHS

MMOTHJIMI.

B. llinuna rybu Ta migHeOiHHS
C. KonoOoma, kaTapakTa paiyKKH.
D. YkopoueHHs nepeaHb0-3aIHROT0 PO3MIPY Uepera, CIJIOMIEHHS MOTHIIUII, TiepTeT0pHU3M.

15. o xapakTepHe JUIs ICUXOEMOIIHHOTO PO3BUTKY 0¢ib 13 xBopoOoto [layna?

A. Po3yMoBa BifICTaJiCTh A0 PIBHS 1110TiI.
B. Jlitn BunepemkaroTh y po3BUTKY CBOIX OJHOJITKIB.



C. Po3ymoBa BificTaicTh 10 piBHS IMOCIIMIIBHOCTI, TITH HECITYXHSHI, arpEeCHBHI.
D. Po3ymoBa BifcTanicTs A0 piBHS iIMOCHMIBHOCTI, AITH CIYXHSHI, JIAT1IHI, TEPIIIsAYi.
16. Y oMy BiIMIHHICTh BEJIMKOTO SI3UKa MpH XBOpoOi JlayHa Ta Mpu BPOKEHOMY TIIOTUPE031?
A. TIpu xBopoOi [layHa sI3MK MOMIIIAETHCS B POTOBIM MOPOKHUHI, @ IPH BPOHKEHOMY
rinoTHpeosi — Hi.
B. IIpu xBopo6i [ayHa s3uK HE TOMIIIAE€THCS B POTOBIH MOPOYKHHHI, a IPH BPOHPKEHOMY
rinoTHPEO3i — MOMIIAETHCS.
C. Pi3aumi Hemae.
D. [Ipu xBopo6i [layHa po3/1BO€EHUI SI3UK.
17. Jlns sixkoi TprcoMii XapaKTepHa MOJiTaKTHIIis?
A. Tpucowmis 13 (cuaapowm Ilatay).
b. Tpucomis 21 (cungpom Jlayna).
B. Tpucomis 9
C. Tpucowmis 18 (cuanpom Ensapna).
18. Illo Take cnaakoBi xBopoOU?
A. e xBopoOH, sIKi BAHUKAIOTh YHACIIIOK HECTIPUATIMBOI 11 30BHIMIHIX (DaKTPIB HA OpTaHi3M.
B. Lle BpomkeH1 XBOpOOH, sIKI BHHUKAIOTh YHAC1I0K MOIIKOKEHHS T€HeTUYHO1 1H(popMarii.
C. Lle xBopoOw, sIKi BHHUKAIOTh YHACTIIOK XBOPOO MaTepi.
D. Le xBopo0Owu, siKi BUHUKAIOTh YHACI1I0K XBOPOO 171012 B MepIIi 6 MICAIIB KUTTS.
19. fIxa wacrora cuaapomy Ilatay?
A. 1:5000-1:7000.
B. 1:10000.
C. 1:700- 1:800.
D. 1:50000.
20. SIxa gacrora cuaapomy EnBapna?
A. 1:700- 1:800.
B. 1:10000.
C. 1:5000-1:7000.
D. 1:50000.
21. o Take aBTOCOMAa?
A. bynp-sika HEcTaTeBa XpoMocoMa.
B. Byap-sika ctaTeBa XxpoMocoMma.
C. byap-sika XxpoMocoMa KJIITHHH.
D. Bynp-sika mapaa xpoMocoMma.

Eranonu Binnosineii: 1-E, 2-D, 3-C, 4-C, 5-A, 6-E, 7-C, 8-D, 9-D, 10-C, 11—A, 12-A, 13-C,
14-B, 15-D, 16-C, 17-A, 18-B, 19-A, 20-C, 21- A

I11. ®opmyBaHHs npodeciiiHNX BMiHb, HABUY0K

3.1. IlepeJiik HABYAJILHUX MPAKTHYHHUX 3aBIaHb, sIKi HEOOXiTHO BUKOHATH IiJ Yac
NPAKTUYHOT 0 3AHATTS:

Po6ora 1. Ha dotorpadisx npoanamisyBaTd (EHOTUNM XBOPHX 3 HAWOUIBII MOLIMPEHUMHU
XPOMOCOMHHUMHM 33aXBOPIOBAaHHSAMM BHACIHIIOK 3MIHM OyJ0BH ab0 KUIBKOCT1 aBTOcOM. Bu3Hauutu
MOJKJIMBHUH JlIarHO3, KapiOTUN XBOPHX, PO3paxyBaTH I'€HETUYHUM PU3MK, 3alpPONOHYBATH METOAU
71a00paTOPHOT 1 MpeHaTaTbHOI A1arHOCTUKHY.

Po6Gora 2. Po3B’s3atu cuTyartiitii 3agadi



3amaga 1. YV 26-piuHOi KIHKM HapOJIUBCSA XJIOMUWMK 3 Macoro Tima 2600 1, mikpouedariero,
MICAIENOMIOHUM  OOMMYYSIM, TIEPTEIOPU3MOM, EMIKAHTOM, BHCOKUM TMiIHEOIHHSM, HHU3BKO
pO3TAIIOBAHUMHU BYIIHUMH pPakoBHHAMH. KpHWK IUTHHW Harajaye HSIBKAHHS KOIICHATH. Bair
nonepenHiit aiarno3? fxi 1abopaTtopHi METOIM MATBEPAATD JiarHO3?

3amaua 2. J{o momoroBoro Oy JMHKY MOTpanuia )XiHkKa 3 HOBOHAPOHKEHOO TUTHHOIO, 1110 HApOIUIacs
Baoma. [Ipu ornsiai IMTHHM BiAMIYArOTBCS MOHTOJIOTHHM PO3pi3 odYeH, Kpyrie Iuracke oommaus,
IUIOCKA CIHMHKA HOCA, eMiKaHT (BepTUKaJIbHA CKJIagKa IIKIpH OIS BHYTPINIHBOTO KyTKa OKa),
BEJIMKHUHA S3HMK, 30UIBIICHHS IMOTEPEYHOr0 PO3MIPY TOJIOBH, BKOPOYECHHS NEPEAHBO - 3aJHBOTO
PO3Mipy, CKOIIIEHA MOTUJIMILIA, “‘HATUINOK IIKIpH Ha IIHWi, 1e)opMOBaHi ByIIHI pakoBuHA. HasiBHa
M’si30Ba TinoToHiA. [Ipo sike cmagkoBe 3aXBOpPIOBaHHS HEOOXIHO MOIyMaTH B mepiry 4epry? Sk
MIATBEPAUTH Ballle IPUITYIIICHHS ?

3amaua 3. Y mosoroBomMy OyJIWHKY HapOAWJIacs IUTUHA 3 MHOXWHHUMHU BaJIaMH PO3BUTKY OOIUYYS
Ta MO3KY, KICTKOBO-M s130BO1 cucTteMu Ta oueidl. OOBim rojoBu 3meHmieHuil. JIod ckoreHui,
HU3bKUHM, OYHI IIUIMHU BY3bKi, NEpeHiccs 3amaje, BYIIHI PaKOBHUHM HHU3bKO pPO3TAIIOBaHI Ta
negopmoBani. BinmiueHa 1BoOiuHa po3LIUIMHA BEpXHBOI ryou Ta minHeOiHHs. HasBHa mimo3pa Ha
BpO/KEHY Bady cepus (AedeKT MDKIUTYHOYKOBOI NMEPEeTHHKH). Y MIBUMHKMA HasBHI KOJIOOOMa,
KaTapakTa paiayXKu, JBOOIYHA MOTIJAKTUIIIS HA PyKax.

SIKy BpoI>KeHy MaToJIOT10 BU 3amino3pute? SKi 10JaTKOBI IHCTpYMEHTANIbHI Ta J1a00opaTopHi
JOCITIJKEHHS TTPU3HAUnTEe?

3.2. Pexomenaanii (iHcTpyKILii) 111010 BAKOHAHHS 3aB/IaHb

PobGota 1, 2. Ilpu anamizi ¢peHoTUNiB XBOopuX Ha Gotorpadisx i mpu po3B’si3aHHI CUTYAI[IHHUX
3a/1a4 BUKOPHUCTOBYHTE iH(OpMaIii0 mpo MIHIMaIbHI JIarHOCTHYHI O3HAKH, SIKI XapaKTEpH1 IS
xpoMocoMHUX XBOpoO (Tabmuris)

Tabnuys

KuiniyHa i nuTOreHeTH4YHA XapaKTEePUCTUKA OCHOBHUX XPOMOCOMHHUX XBOP0OO

Cunapom Kapiotunn | Yacrora
B momy- | OCHOBHI KIIHIYHI CHMIITOMH
JISALIT
Tpunnoigis 69, XXY Crnopan | 30unblIeHHsI Macu 1 po3MipiB IIALEHTH,
abo 69, WYH1 ocepeaKoBa MCEeBIOKICTO3HA IeTeHepallisi BOPCUH
XXX BUMANIKK | xopioHa. ['imonana3is nmpu HapoHKeHHI. JleTanpHui
CUHIPOM MHOXMHHHX MPUPOHKEHHUX BaJ PO3BUTKY
Cunnpom 47, XX,+21 1:700— PosymoBa Bincranicth, M’S30Ba TIMOTOHIS,
JayHa abo 1:800 Opaxitedais, Mikporedartis, MIOCKe 0OIHYUsL,
47,XY,+21 MOHTOJIOITHUN PO3pi3 o4eit, Mmakporiocis, B 50 %
BaJM cepIls, BaJU iH. OPraHiB, iMyHOAEPIIUTHI
ctaHu. Jleski XBopi xkuBYTH 10 50—60 pokiB.
Cungpom 47,XX,+18 | 1:5000— | IIpenaranbHa rinormiasis, €MHa MyIKOBa apTepis,
EnBapaca abo 47,XY, 1:7000 nonixonedanis, HaBucar4a MOTHIIUIS, MIKPOTEHis,
+18 (70 % cnienugiuHe 3TUHAHHS NaIbIIB KUCTI, CTOMA-
XBOPUX




— roianKa, MHOKWHHI BaJl PO3BUTKY BHYTPIIIHIX
JBYATKA | OpraHiB, JETAIbHUN CHHAPOM

Cungpom 47,XX,+13 | 1:5000- | Mikpouedaiis, po3konuHa ryou i nigHeOiHHS,

a6o 1:7000 TOJTIAKTHIIISI, MHOKHHHI TIPUPOJKEH] BaIn
Ilaray PO3BUTKY BHYTPIIIHIX OpPraHiB, JIETATbHUHA

47,XY, +13 CHHAPOM
Cungpom 46,XX, 1:45000 | He3BuuaiiHmii KpHK, 0 Haragye KOTsA4e HIBKAHHS,
«KPUKY del5p- abo - Mikporedais, aHTUMOHTOJIOTTHUI PO3pi3 OYeH,
KIIIIKIY 1:50000 | rineprenopusM, MHUPOKE MIEPEHICCs, BaaN

46,XY del BHYTPIIIHIX OpraHiB, pO3yMOBa BIJCTAJICTb. Jleski

op- XBOpI KHUBYTH Oibiie 50 poOKiB.
Cungpom 46,XX, del MikpoO6paxiuedarnisi, 10J0BKeHE 001U,
AHrenbmaHa 150- a6o MaKpOCTOMIsl, TSKKa pO3yMOBa BIACTAICTh, Ipyda
(curgpOM 46, XY ,del 3aTpUMKa MOBHOTO PO3BUTKY, CYZIOMH, XapakTepHa
«IIACTNBO] X071, IO Haralye€ pyX1u MEXaH14yHO1 JISIIbKH, JIETKO
JISUTBKU) 159- MIPOBOKOBaH1 a00 CIIOHTaHH1 HaMa iy cMixXy (3BLACH

MyTartis Ha3Ba — CHUHJIPOM «IIIaCJIMBOI JISTBKIY). XBOPI

9acTO BHCOBYIOTH SI3UK.

YCIIaJIKOBYET

bCS BI

Mmarepi
Cunnpom 46,XX, del M’s130Ba TIMOTOHIS, TIMTOTOHAANU3M, OKUPIHHS,
IMpanepa — 15g- a6o PO3yMOBa BIJICTaJIICTh, MaJICHbKI KACTI 1 CTOIH
Bimmi 46,XY ,del

150-

MYyTaIris

yCHaJKOBYET

bCS BI

0aTbka
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IIpakTuyne 3aHaTTs Ne §

Tema: XpoMocoMHi XBOpoOH, OB’ A3aHi 3i 3MiHOI0 KUJIBKOCTi cTaTEBUX XPOMOCOM.

MeTta: 3acBOITM YMIHHS CaMOCTIHHO BHKOPHCTOBYBATH 3HAHHS IMPO MiHIMaJIbHI JiarHOCTHYHI

03HaKM HaWOUIBII MOIIMPEHUX XPOMOCOMHHX XBOPOO MOB’SI3aHMX 31 3MIHOIO KUIBKOCTI CTaTeBUX

xpomocoM. Bmitu npu ananizi peHoTuny XxBoporo chopmMyinoBaTH MOMKIUBUNA 11arHO3 XPOMOCOMHO1

MaToJIOTI1 1 BA3HAYUTH HEOOXIAHICTh I0JJaTKOBOT'O OOCTE)KECHHS, BKIIOYAIOUYH CTICIU(IdHI TeHeTUYH1

METOTH.

OCHOBHI NOHATTS: XPOMOCOMHI CHHAPOMH OB’ s13aH1 31 3MIHOIO KUTBKOCT1 CTATEBUX XBPOMOCOM,

cunapomu lllepemeBcbkoro-Teprepa, momicomii X, Kiaidenbrepa, momicomii Y, MiHIMalIbHI

J1arHOCTUYHI O3HAKH, KapiOTUIIH XBOPUX

O0nagnanusi: MynbTUMEIIMHUNA TPOEKTOp, HOYTOYK, MYJAbTHMEIiIMHI Npe3eHTallii, CUTyaliiHi

3ajaui, HaOlp (PEHOTUIIB XBOPUX, KAPIOTUIIH XBOPUX

ILnan:

I. Oprani3zauiiini 3axoam (npuBiTaHHs, NepeBipKa IPUCYTHIX, MOBIAOMIICHHS TEMH, METU 3aHSATTS).
Momuseayia 3006y6auie 6uwoi oceimu woo0o 6ueuenHs memu: XPOMOCOMHI XBOPOOH,

00yMOBJIEH1 3MIHOIO KUIBKOCTI 1 CTPYKTYpH X- XpOMOCOM, SIK IPABUJIO, XapaKTePU3YIOThCS JIETIIUM

nepebiroM HDK 1HIII TPy XBPOMOCOMHHX 3aXBOPIOBaHb. Jlermia KiiHIYHa KapTUHA WX CHHAPOMIB

oOyMOBJIeHa IHAKTHBAIi€l0 3aiBUX X-XpOMOCOM B eMOpiOHAIbHOMY Mepioji po3BUTKY. [y HUX

XapaKkTepHe TaKe:


https://www.ncbi.nlm.nih.gov/books
https://www.omim.org/
https://www.omim.org/
http://ghr.nlm.nih.gov/
http://www.orpha.net/
http://rarediseases.org/
https://polka-knig.com.ua/book.php?book=333

— PO3yMOBUI PO3BUTOK YaCTillle HIDKYHIA 32 HOPMY, ajie aHOMalii pO3BUTKY MO3KY BUPa)KeH1 He
TaK BUPA3HO, SIK IIPU aHOMAJIISIX ayTOCOM. barato XBOpux MaroTh HOPMaJbHUN IHTEIEKT, a JeIKi —
BUILIE CEPEHBOTO;

— (EHOTHIIYHI MOPYIICHHS OUTBIIOI0 MIPOIO TOPKAIOTHCS PO3BUTKY CTATEBHX OPraHiB i poCTYy,
CIIOCTEpIraloThCsl BaJd PO3BUTKY, ocobnmBo mpu cunapomi llepemeBcbkoro — Tepnepa, ane
3yCTPIYalOTHCSl BOHU PifllIe i MEHII TSDKKI,

— OCTAaTOYHUH (EHOTHI, SK TPABUIO, (POPMYETHCS B IIUTITKOBOMY IMEpiOJi; BUHATKOM €
cuaapom IlepemeBcbkoro — TepHepa, mpu sSKOMY 4YiTKi KJIiHIYHI O3HAaKW BHUSBISIOTHCS Y
HOBOHAPOKCHHUX;

— MOJKJIMBI JIETKI (POPMH, SIK1 BUSBIISIIOTH TUIBKU MPH MOMYJSIIHHAX TOCTIKECHHSX.

[Tpu nonicomii Y y XBOpUX TaKOXk YaCTO HOPMaJIbHHUM IHTENEKT, MOXKJIMBI JIETK1 (POPMH.

TpuBamictb XKUTTS XBOPHX, SK NpPaBUJIO, HE BIIPI3HAETHCA BiI 340poBUX Joned. Panus
JIarHOCTHKA YK€ BaXKJIMBA, OCKUTBKH IS II€T TPYIH 3 XPOMOCOMHHUX XBOPOO pO3p0OIEHO METOAH
nikyBaHHS. CBO€UacHe JIIKYBaHHS JJO3BOJIS€ 3aM00IrTH 6araTboM CUMIITOMaM 3aXBOPIOBAHb.

II. Kontposip omopHoro piBHs 3HaHb (ONMTYBAaHHSl CTY/AeHTIB, cmiBOeciza 3a Temor0
3aHATTS)

2.1. Bumoru 10 TeopeTHYHOi rOTOBHOCTI CTYIEHTIB 10 BUKOHAHHS MPAKTUYHHX 3aHSTh.

30006y8au euwjoi oceimu noguUHeH 3HAMU.

- MiniManpHi 11IarHOCTUYHI O3HAKW Ta KaplOTUIH XBOpHUX 3 cuHApoMamu lllepemeBchkoro-
Tepuepa, nomicomii X, Knaiidenbrepa, nomicomii Y;

- Ilpunuunu nikyBaHHs XxBopux Ha cuHapomu lllepemescbkoro-Tepuepa, Knaitndenbrepa;

- Menuko-reHeTHYHE KOHCYIbTYBAaHHS, IPEHATAIbHY J11arHOCTUKY.

Ha ocHOBI TeOpeTHUHUX 3HAHb 3 TEMHU:

emimu:

- TpH aHali31 (HEHOTUITY XBOPOTO BUSBHTH CHUMIITOMOKOMITJIEKCH XapaKTEePHI I CHHIPOMIB
[epemercrkoro-Tepuepa, nosicomii X, Knaidensrepa, momicomii Y

- TpOoaHAII3YBAaTH KapIOTHUIH XBOPUX 3 XPOMOCOMHHMMH 3aXBOPIOBAHHSMHU TOB’SI3aHUMU 31
3MIHOIO KUTBKOCTI CTaTEBUX XPOMOCOM, BU3HAUHUTHU J[1arHO3;

- MPU3HAYUTH OOCTEKEHHS XBOpoMy 3 Mmino3poro Ha cuuapomu lllepemeBcbkoro-TepHepa,
nosicomii X, Knaidenbrepa, momicomii Y .

2.2. [IuTanHs Ui nepeBipKu 0a30BUX 3HAHb 32 TEMOIO CEMiHAPY

1. Oco6auBoCTI KIIIHIYHOT KAPTUHU XPOMOCOMHHUX CUHIPOMIB, 00YMOBJICHHX 3MIHOIO KUIBKOCTI
CTaTEBUX XPOMOCOM.

2. Kuiniko-nuToreHeTnyHa Xxapakrepuctuka cuaapomis llepemerckoro — TepHepa, moicomii
X, momicomii Y, cunapomy Knaitndensrepa.

3. Oco6nMBOCTI A1arHOCTUKN XPOMOCOMHHUX 3aXBOPIOBaHb, MOB’S3aHUX 31 3MIHOIO KUIBKOCT1 X
Ta Y -XpOMOCOM.

4. TlpuHUIUIH MEAUKO-T€HETUYHOTO KOHCYJIbTYBAHHS.

5. TlpenatanbHa qiarHOCTHKA.

2.3. TecToBi 3aBIaHHA Ta 3a]a4M IS NepeBipku 0a30BHX 3HAHb 32 TEMOK NMPAKTHYHOIO

3aHATTS.

3aBaanns 1. Bubepits 0jHy HalOUTBII TPaBUIIBHY BIANOBIAb

1. V uuroreHernyHiit naboparopii JOCTHKYIOTh KapIOTUIT AIBYMHKH 3 CHMITOMaMH CHHIIPOMY
HlepemeBcbkoro — TepHepa. Skuii KapioTHUIT TIATBEPAUTH IiarHo3?
A. 47, XXY.
B. 47, XY, +13.



C. 47, XX, +18.
D. 46, XY, del 5 p-.
E. 4 0.

<
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2. Y XJIOm4MKa 3 PO3YMOBOIO BIJICTANICTIO 1 HEJJOPO3BMHEHHSM BTOPUHHHUX CTATEBUX O3HAK
niarHoctoBaHo cuHAapoMm KiaitHdpenbrepa. Bkaxite mpaBmibHYy (GOpMYITy KapioOTHILy TpH
IbOMY CHHJIPOMI:

A. 45, XO0.

B. 47, XXX.

C. 47, XYY.

D. 47, XXY.

E. 47, XY, + 18.

3. Y xmomumka 15 pokiB BUCOKHIA 3picT, eBHYXOiHA CTaTypa, TiHEKOMACTis, siedKa 3MEHIIIEH] B
po3Mmipi, B OyKambHOMY 3CKpIOKY 3HaiiieHa | rpyaka crareBoro xpomaTtusy. Bamr qiarnos:
A. Cunapowm [layHa.
B. Cunpnpowm Ilaray.
C. Cunapom Mapdana.
D. Cunapom Knaitndensrepa.
E. Cunapom nomicomii Y.

4. 'V HOBOHAPOJKEHOT TIBYMHKH JTiMpaTHUH1 HAOPSIKU KUCTEH 1 CTOM, KOPOTKA LIS 3 MIKIPHUMU
CKJIaJIKaMH, aHTUMOHTOJIOTTHHH po3pi3 oueH, emikanT. Bamr giaruos:
A. Cungpom [layHna.
B. Cungpowm Ilatay.
C. Cunnpom EnBaprca.
D. CuHApOM «KOTSYOTO KPUKY».
E. Cungpowm llepemeBcrkoro — Tepuepa.

5. JIo MEIMKO-T€HETUYHOTO IIEHTPY HaINpaBlIeHO JIBUMHKY 14 pokiB 3poctoM 139 cM, 3 Macoro
Tina 40 Kr, aHTUMOHTOJIOITHUM PO3PI30M OYeH, eMiKaHTOM, KPUJIOTIOIIOHMMH CKJIaJKaMH Ha IIIHi,
HIUTOTIONIOHOIO TPYTHOIO KITITKOIO, TIEPTEIOPHU3MOM COCKIB, BaJIbI'YCHOIO JIe()OpPMAITIErO TIKTHOBUX
cyrio0iB, MHOXXMHHHUMH HEByCaMH Ha IIKipi, BIJICYTHICTIO BTOPMHHUX CTAaTeBUX O3HaK,
1H(aHTUILHOIO CTaTYpPOIO, BAJOK0 JIIBOT HUPKH; BUMTHCS Ha 4 1 5. Bam nonepeaniit miaruos?

A. Cunapom nomicoMii X-XpoMOCOMHU.

B. Cunapom AHrenbmana.

C. Cungpom Knaitndensrepa

D. CunapoM «KOTSYOTO KPUKYY.

E. Cunnpom llepemeBcrkoro — TepHepa.

5. Kuniniuna manidecTanis B myOepTaTHOMY Billl XapaKTepHa JJIs:
A. Cungpomy JlayHa.
B. Cunapomy Knaitndensrepa.
C. Cungpomy lllepemescbkoro — TepHepa.
D. CuHIpoMy «KOTSHOTO KPUKY».
E. Cunnpomy IIpanepa — Bimi.

6. KuiHiuHI CUMNITOMM 3aXBOPIOBAHHS BapilOIOTh Bif MPAKTHYHO HOPMAJIBHUX YOJOBIKIB 32
GIBUYHUM 1 PO3YyMOBUM pPO3BHTKOM [0 TALIEHTIB 3 JIETKOIO PO3YMOBOIO BiJICTAIICTIO,



CXWJIBHICTIO 710 KpUMIHAJBHUX 1 HAaBiTh arpeCMBHUX BYMHKIB. [ sIKOTO CHHIpOMY
XapaKTepHUM TaKUil CUMIITOMOKOMILIEKC?

A. Cunapom nosticoMii X-XpoMOCOMH.

B. Cunznpom AHrenpMmasa.

C. Cunapom Knaiindenbrepa

D. Cunnpom mosmicomii Y.

E. Cunnpowm Illepemescrkoro — TepHepa.

7. KniniuHa KapTHMHa XpOMOCOMHOI XBOpoOM Bapia®enbHa — Big NPAKTUYHO 30POBHX
(bepTIIIBHUX JKIHOK JI0 TMALIEHTOK 3 BUPAXEHUM TiEPrOHAJOTPOITHUM TiOTOHAIH3MOM,
OE3IUTIHICTIO, OJIIro(peHi€ero.

A. Cunapom Tpucomii X-XpoMoCcomHu.

B. Cunnpom terpacomii X.

C. Cunapom Knaiindenbrepa

D. Cungpom nomicomii Y.

E. Cunpnpowm Illepemescrkoro — TepHepa.

8. XpoMocoMHI XBOPOOM HOBOHAPO/KEHUX MOXXYTh OyTH pe3yJabTaTOM BCIiX 3MiH KUTBKOCTI i
CTPYKTYPH XPOMOCOM, 32 BUKITIOUEHHSM:
A. Hynmecowii.
B. Tpucowmii.
C. InBepcii.
D. Monocowmii.

E. dQymnikarii.

9. SIki ocobOnmBOCTI cTareBuX 03HaK mpu cuHApoMi [llepemercrkoro-Teprepa?
A. PaHHs nosiBa BTOPUHHHMX CTaTEBUX O3HAK.
B. Henopo3BuHYTI 30BHIIIHI CTaTE€B1 OPraHd MPU HOPMAIBHOMY PO3BUTKY BHYTPIIIHIX
(maTku, TpYO).
C. PanHe crareBe 103piBaHHS TiTEH.
D. Arene3ist roHa, Tiorwiasis MaTKA Ta MaTKOBHUX TPYO, IEpBUHHA aMEHOPEs,
HEJIOPO3BUHEHHS MOJIOUHUX 3aJ103.

10. SIki ocHOBHI BpOKEHI Baau XapakTepHi g curapomy lllepemescbkoro — Tepaepa?

A. I'imoroHaawu3M, Baayu cepis i JIereHb, CIIOTA.

B. Henopo3BuHeHHs cTaTeBUX OpraHiB, HU3bKUH 3picT, qedopMallii TpyIHOT KIIITKH Ta
KIHI[IBOK.

C. I'imoroHaau3Mm, HEJIOPO3BUHEHHS CTATEBUX OPTaHiB, PUPOKEHI BaJl PO3BUTKY CEpIIs Ta
HUPOK.

D. I'imoroHaau3m, KOCOOKICTh, aHOMaJIii HEPBOBOI CHCTEMH.

11. SIka gyacToTa CUHIPOMY MOHOCOMII X y HOBOHApOJUKEHHUX JiBUAT?
A. 1:1000

B. 1:2000 .

C. 1:3000.

D. 1:50000.

12. SIki xapakTepHi KJIiHIYH1 03HaKW MOHOCOMIi X y HOBOHAPOKEHUX?
A. KopoTka kpusonoibHa mus 3 HJAJIUIIKOM LIKIpU, HAOPSK TOMUIOK, KUCTEH pyK Ta
nepearIib.



B. MasienbKuii 3picT, po3IIUIMHA MITHEOIHHS.
C. Kpunononiona mmus Ta KOCOOKICTb.
D. OcoGnuBocreii HeMae.

13. SIki xapakTepHi KIiHIYHI 03HaKA MOHOCOMIT X y AITel MIKUTFHOTO BIKY Ta MiUTITKIB?

A. Bucoxkuii 3picT, 3aTprMKa PO3BUTKY CTaTEeBUX O3HAK, BiICTABAHHS B IICUXIYHOMY PO3BHUTKY.
B. 3arpumka pocty, 3aTpuMKa pO3BUTKY BTOPMHHUX CTAaTEBHUX O3HAK, IIMIHA CKIIa/IKa
(xpuronoaiOHa mus), YePEermHo - JUIEBI AUCMOPQIii.

C. Bucoxkwuii 3pict, nedopmariii KicTox.

D. OcoGnuBocreii HeMae.

14. Sk yacro TparuiseTbca MO3ailM3M pu MOHOCOMIT X?
A. Y 5% Bumnajxis.

B. 10%.

C.30-40%

D. 50%

E. 60-70%

15. Sk vacro 3ycTpivaeThes TpucoMist X (TpUILIo-X) cepell HOBOHAPOHKEHUX J1IBYATOK?
A. 1:1000.

B. 1:2000.

C. 1:5000.

D. 1:10000.

E. 1:50000.

16. flka yacroTa cunapomy KmaitHdenpTepa cepes1 HOBOHAPOHKEHUX XJIOMIUKIB?
A. 1:1000.

B. 1:2000.

C. 1:5000.

D. 1:10000.

E. 1:50000.

17. SIki KniHIYHI 0COOIMBOCTI BIAMIYAIOTHCS B MEPIOJ] CTATEBOTO A03piBaHHS y XBOPHX 13
cunapomoM Kimaitndenbrepa?

A. Taki 0coOu HE BiIPI3HSIOTHCS Bijl OJTHOJITKIB.

B. Husbkuii 3picT, €BHYXO1IU3M

C. Hu3zbkwuii 3picT, BUCOKHUI TeMOp roJiocy.

D. HenocraTHiii po3BUTOK CiM’STHUKIB Ta BTOPMHHUX CTaTEBHX O3HAK, BUCOKUHU 3PICT.

Eranonu Binnosineii: 1-E, 2-D, 3-C, 4-C, 5-A, 6-E, 7-C, 8-D, 9-D, 10-C, 11-C, 12-A, 13-B, 14-
C, 15-A, 16-A, 17-D.
I11. ®opmyBanHs npodeciiHUX BMiHb, HABUY0K

3.1. IlepeJiik HABYAILHUX NPAKTHYHHUX 3aBJaHb, sIKi He0OXiTHO BUKOHATH MiJ Yac
NPAKTUYHOT 0 3AHATTS:

PoGora 1. Po3B’s13aTH cutyauiini 3aavi.

3amaua 1. Yomosik 30 pokiB, 3 BIAKIAJAEHHSAM JKHUPY Ha CTerHaX 3a >KIHOYUM THIIOM,
r'iHEKOMACTI€l0, BIACYTHICTIO Bosoccs Ha oOnuydi. CTaTeBUIl WwieH HOPMaJbHUX PO3MIpIB, s€UKa
3MEHIIIeH] B po3Mipax, M’ski, 6e30o0micHi. Onirocniepmis. [Tonepenniii niarno3. Ilnan oOcTexeHHs.



3anaga 2. Y 70-1i pp. B 3axinniit €Bpomi, CIIIA i Kanazi npoBoauIucs T0CTiKEHHS TOMYISIIH,
METOI0 SIKUX OyJ0 BU3HAUEHHS YacTOTH XPOMOCOMHHUX XBOPOO, 00OYMOBICHHX 3MIHOIO KUTBKOCTI 1
CTPYKTYPH CTaTEBUX XpPOMOCOM. BCTaHOBMIIN, 1110 TP OJJTHOMY 3 CHHIPOMIB MOKe OyTH HOpMaJIbHUIM
GI3UYHUHN 1 ICUXIYHUN PO3BUTOK, TOOTO CHHAPOM OYB BHUIIAJAKOBOIO ITUTOTCHETHYHOIO 3HAXIIKOIO Y
MIPaKTUYHO 30poBUX Jrozel. [Ipo skuii cunapom e mosa?

3amaua 3. Jlo BigmuIeHHS MATOJOTiI HOBOHAPO/PKEHUX IOTpANMia AUTHHA 3 TIOJOTOBOTO
BimainenHss L[PJI. Tlpu ornsai MIBYMHKK BiIMIYEHO, MO0 y HEi KOPOTKAa KpWUJIOMOAiOHA IIHs 3
HQUTMIIKOM IIKipH, HAOpSK TOMUIOK, KHCTEH pyK Ta mnepemmuiiy. [Hmmx ckapr Hemae. ke
3aXBOPIOBaHHS Mae 3amijgo3putu Jikap? Ski 1oAaTkoBI OOCTEXKEHHsS Ta KOHCYNIbTAIlli BIH
MPU3HAYUTD?

Pobora 3. IlpoananizyBaTu KapiOTUIM XBOPUX 3 XPOMOCOMHHMMH XBOpoOamu. BusHauutu Tumn
MyTallii, 3anucaTy KapioTUIIN.

3.2. Pexomenpauii (iIHcTpyKuii) 1010 BUKOHAHHSA 3aB/JaHb
[Ipu BuKoHaHHI pOOOTH BUKOPUCTOBYITE 1H(OpMaIliIo Ha/laHy B TaOJIULIL.
KainiuHa i nMTOreHeTHYHA XapaKTepHUCTHKA OCHOBHUX XPOMOCOMHMX

XBOpPOO i CHHAPOMIB

Cunnpom Kapiotumn YactoTta
B momy- | OCHOBHI KIIHIYHI CHMITOMH
JISLIL

Cunnpom 45,X 1:3000— | VY HOBOHapoKEHUX — JTIMGpaTHIHUN HAOPSK
3500 KHCTEH 1 CTOTI, 0COOIMBO TI0OpE MOMITHUH Ha

[IIepemieBcbko

JIBYATOK | HWIKHIX KIHIIIBKAX; TIOTOHIA, IIKIPHI CKIIAJIKA HA
ro — TepHepa

mui. Y cTapimx JiTel — cTaTeBUil iHPaHTUITI3M,
MEepBUHHA aMEHOPEs, HU3bKE 3PICT, MKIPHI CKIIaIKK
Ha I, TPUPOJDKEHI BaJIU CEPIICBO-CYAHHHOT,
CEUOCTaTEeBOI Ta IHIIMX CUCTEM. [HTETIeKT, sK
NPaBUJI0, HOPMaJIbHUN.

[Tomicomii X- Yacrimmit 1:1000 - | Kiiniuna kapTuHa TpucoMii X BapiaOenpbHa — Bil
CHHJIPOM tpucomis X | 1:1200 MPAKTUYHO 37J0POBUX (PEPTHIBHHUX KIHOK 10
(CHHIPOM — 47 XXX, | AiBYaTOK | MALiCHTOK 3 BUPAKEHUM TillEProHa 0 TPOITHUM
«CYIIEpIKIHKa») ‘ TIMOTOHATU3MOM, OE3ILTIAHICTIO, OJIIro(pEHIETO.
Pizko [Tpu TeTpacomii X i mentacomii X OLIbII BUpaKeHa

cumnromaruka, B 100 % onirodpenis. Onucani

TeTpacoMist . . .
YepenHo-JIUILOB1 Tu3Mopdii, Baau 3y0iB, ckenera i
) CTaTEeBHUX OpPraHiB
48 XXXX 1
1ie pifmie
MIEHTaCOMis

49, XXXX




Cungpom Yacrime 1:1000 | IIpu Tpucomisx BapiabenbHa KIIiHIKA BiJI JIETKUX
Knaiinensrep | Tpucomis — | XJIOMYHMK | (GOPM 3 HOPMaILHMM IHTEIEKTOM 1 (PEPTUIBHICTIO
a 47 XXY, iB 710 TSDKKHX, CYIPOBODKYIOTHCS TOTEHITATI3MOM,
. rinmoroHaau3Mom, o6e3miiaHicTio. [Ipu TeTpacomisax
pIKO 1 MIEHTaCOMISIX 3aBXKJM BUPaKEHA CHMIITOMATHKA.
TETPacoMist 30BHIIIHI O3HAKH: €BHYXOIIHA CTaTypa, MOJIOBXKEHI
— JIMCTAJIbHI BIIIIM KIHI[IBOK, THEKOMACTIs,
48, XXXY OBOJIOCIHHS 3a KIHOYMM THUIIOM, T1IIOTOHAINU3M.
abo
48, XXYY i
MIEHTacoMis
49, XXXXY
Cungpom Yamicrime 1:1000 | KniHi4HI CHMIITOMH BapifOIOTh BiJl MPAKTHIHO
noJticomii Y- TPUCOMIst HOpMaJIbHUX YOJIOBIKIB 3a ()I3UYHUM 1 PO3YyMOBHUM
XPOMOCOMH 47,XYY, PO3BUTKOM /IO TAIIEHTIB 3 JIETKOIO PO3YMOBOIO
(cunapOM pimKwmit BIJICTATIICTIO, CXMJIBHICTIO 10 KPUMIHATBHHX |
«cynepuonosix | 48,XYYY, HaBITh arpeCUBHUX BUMHKIB
») 49.XYYYY

Cunapom lllepemeBcokoro — TepHepa (45,X)
Cungpom onucas B 1925 p. M. A. lllepemeBcbkuii, a B 1938 p. — Tepnep.

Minimanohi diaeHoCmuuHi 03HAKU: Y HOBOHAPOOICEHUX — JIIMPAMUYHUL HAOPSAK KUcmeti i cmin,
0Cco0UB0 00Ope NOMIMHUL HA HUNCHIX KIHYIBKAX, 2INOMOHIA, WKIPHI CKIa0KU Ha wiui. Y cmapuiux
dimell — cmamesuil iHAHMUNIZM, NEPBUHHA AMEHOpesl, HU3bKe 3PIiCm, WIKIPHI CKIAOKU HA wiui,
npupoodiceHi 8adu cepyeso-cyouHHoi, cevocmamegoi ma iHwux cucmem. Iloena abo yacmxosa
MOHOCOMISAL NO X-XPOMOCOMI.

YacroTta nomyssnii cuaapomy 1:3000-3500 HOBOHAPOIKEHUX J1IBUATOK.

Le enuna Gpopma MoHOCOMIT y sKHBOHApOHKEHUX. Y 50 % XBOpHUX criocTepiraeThbes oBHa Gpopma
MoHocowmii (kapiotur 45,X), y 30-40 % — mo3zaiuni popmu (46,XX/45,X), piako i30XxpoMocomu X,
nenelii, KiubIieBi X-xpomocomu (puc. 5.13).

Y HOBOHAPOJPKEHHUX 1 JITeH TPyAHOTO BIKY BiIMI4aIOThCS XapaKTepHi CUMITOMHU: KOPOTKA IIHS 3
HaIMIpOM HIKIpH, JTiM(ATUUH1 HAOPSIKK CTill, TOMUIKH, KACTEH 1 IepeariIiy.

[ToTiM cUHIPOM KIIIHIYHO BUSBISETHCS TPHOMA IPyla CUMIITOMIB:

1) I'imoronaau3m, nepBUHHA aMeHOpes, Oe3IUTHICTh, HEIOPO3BUHEHHS BTOPHHHUX CTAaTEBUX
O3HAK.

2) [IpupoKeHi Bau CepLeBO-CyIMHHOI, CEUOBUAUIBHOT TA 1H. CUCTEM OPraHiB 3yCTPiYaroThCs Yy
25 % xBOpHX.

3) BiacraBaHHs B pocTi, cepeaniit 3picT qopociux xBopux 140 cm.

MoyTh BiIMiYaTHCS YMCICHHI €HJAOKPHHHI po3yiaan (0XKHUPIHHS, LIYKPOBUH 1iabeT, TUPEOiauT).
[IporHo3 st KUTTA CHOPUSTIMBUN, BUKIIOUAIOYM BHUIAIKK 3 TSHKKUMH NPHPOHKEHUMH BaJaMU
cepIs 1 BETMKUX CYIMH.



JlikyBaHHSI: y AiTell CTUMYJISAIIS POCTY, 3 MiAJTITKOBOIO MEpIOay 3aMiCHA Teparis KIHOYMMHU
CTaTeBUMHU TOPMOHaMH il (GOpMyBaHHA >KiHO4OTO (eHoTumy. XipypridyHe JiKyBaHHS Baf,
KOCMETHYHI onepartii (BUAaJIeHHS! KPWIOMOAIOHNX CKIIaa0K). OnucaHi BUMAaIKU HAPOIKEHHS JiTeH
y xBopux 3 cunapomom IlepemeBcbkoro — TepHepa micisi eKCTPOKOPIOPATIHHOTO 3aIUTiTHEHHS 3
BUKOPUCTaHHAM JOHOPCHKOT SHIICKITITHHH.

Meauko-reHeTu4He KOHCYIbTYBaHHs. [loBTopHi Bunaaku B ciM’i cunapomy lllepemeBcpkoro
— TepHepa BUKITIOUHO pifki. Yacrinie HapoKyIOThCs y MOJIOJIMX MaTepei.

[Momicomii X-cuuapom (Tpucomist X (CHHIPOM TpUILIO-X), TeTpacoMis X, meHTacomis X)
Tpucomis X Brnepuie onucana B 1959 p. y xxiHok 3 kapiotunom 47,XXX.

Yacrota narosorii 1:1000-1:1200 giBuarok. Cepel KIHOK 3 pO3yMOBOIO BIICTANICTIO CUHIPOM
3ycTpidaeTbest OUThIn HOK B 1 % BUMAIKIB.

Yacrime 3ycTtpivaerbes Tpucomis — kapiotun 47,XXX (moBHI 1 Mo3aiuHi (GopMmu), PIIKO
terpacoMis — 48, XXXX 1 e piguie neHtacomis 49,XXXX no craTeBUX XpoMocoMax.

Kniniuna kapmuna mpucomii X eapiabenvha — 6i0 npakmuino 300p08Ux (hepmuibHUX HCIHOK
00 NAYiEHMOK 3 BUPANCEHUM 2INeP2OHAOOMPONHUM 2TNO2OHAOUIMOM, De3NTIOHICMIO, 0Nic0ppeHieo
ma in. TSDKKICTh 3aXBOPIOBAHHS KOPEIIOE 3 KUTHKICTIO X-XpOMOCOM.

XKinku 3 kapiotunom 47, XXX MaoThb B OCHOBHOMY HOpMaJIbHUHN (I3UYHUM 1 TICUXIYHUI
po3BuUTOK . Haifuacrimie Takux iHAMBIIIB BUSBIISIOTH BUMIAKOBO TTpH 00cTexkeHHI. Lle mosicHIoeThCs
THM, 110 B KJIITUHAX KIHKU B eMOpiOHAIBHOMY I€PI0/li PO3BUTKY BiIOYBA€ThHCS IHAKTUBALUS
3aiiBUX X-XpOMOCOM. SIK IpaBUJIO, HE BIIMIYAETHCS BIAXWIEHD B CTATEBOMY PO3BUTKY, X04a y
XBOPHX BUCOKHI PU3UK HAPOKEHHS JIITEH 3 XPOMOCOMHOIO TATOJIOTi€I0 200 CTOHTaHHUX a0O0PTIB.

VY 1/3 )iHOK 3 ITUM CHHAPOMOM BiMIYA€THCS TIOPYIICHHS PENPOAYKTUBHOT PYHKITIT (BTOpUHHA
aMeHopesi, TMCMEHOpEest, paHHs MEHOTIay3a Ta iH.), 0e31riaHIcTh. Y 2/3 XBOpUX IHTEIEKT
3HWKEHUH, CTYMIHb 3HMKEHHSI IHTENIEKTY 3a3Bu4ail nerka. ¥ 10—15 % BunaakiB y XBOpUX BUHHKAE
mu30(peHis, MaHiaKaJIbHO-ICTTPECUBHHM IICHX03, €MUICTICISA Ta 1H. TICUXIYH1 3aXBOPIOBAHHSI.

IIpu Tetpacomii X 1 meHTacomii X OuTbIl BuUpakeHa cumnTomartuka, B 100 % omnirodpenis.
OnucaHi BiZXWJICHHS B PO3YMOBOMY PO3BUTKY, UYEPEHMHO-JMIBOBI Au3Mopdii, aHomaiii 3y0iB,
CKeJieTa 1 crareBuX opradiB. [IpoTe *KIHKM HaBITH 3 TETpAcOMI€r0 X MOXKYTh OyTH (epTHIBHUMHU
(MaroTh ziTeit).

JiarnocTuka: y 3ckpiOky OyKanpHOTO €MiTeNi0 BUSBIAIOTHCA 1Ba abo Outbine Tinens bappa B
aapax KITHH.. OCTaTOYHUM [iarHO3 BCTAaHOBJIIOIOTH IPU KapiOTUIIyBaHHI. Y 3HA4YHOI YaCTUHU
XBOPHUX 3HIDKEHUN PIBEHb €CTPOTEHY 1 MiIBUILIEHUI — TOHAJAO0TPOIIIHIB.

JlikyBanusi: cumnromaruuyHe. [Ipu rimoroHaau3mi moka3aHa 3aMiCHa Tepamis KIHOUYMMU
CTaTEBUMH FOPMOHAMH, IIPH OJIro(PpeHii — HOOTpOoTIamMH.

Meauko-reHeTH4He KOHCYJAbTYBaHHsA. lloBTopHmii pu3uk s cubeis menme 1 %. Y
(GepTWIBHUX XBOPUX MAITH 3 XPOMOCOMHUMH XBOpoOamMu HapokyioTbes B 10 % Bumajakis.
HeoOxiqHa mpeHaTajibHa 1iarHOCTHKA.

Cunapom Knaitngenbrepa
Omnucas B 1942 p. P. Knaitndensrep.

Minimanohi diaeHocmuuHi O3HAKU: 2INO2eHIMANi3M, 2iN02OHAOU3M ) UYOJI08IKI8, Oe3nnioHicmb,
kapiomun 47,XXY.



Haiinmommpenima xpoMocoMHa martoJiorist y yosoBikiB. Yacrora momyssmii 1:1000 xmonuukis (3a
nanumu H. I1. Boukosa, 2001 p. —1:500-1:750).

CunzpoM 0OYMOBIJIEHWI HAsBHICTIO B KapiOTHINI Y YOJOBiKa 3alBHX X-XpomocoM. Yacrimie
3YCTpIYa€eThCs TPUCOMISI TI0 CTaTeBUX XpoMocomax— kapiotun 47,XXY (moBHi i Mo3aiuHi popmu),
pinko terpacomis — 48,XXXY abo 48,XXYY ime pigme nearacomis 49, XXXXY.

VY ximituHax xBopux 3 KapiotunoMm 47, XXY 3HaXOATh OJHY TPYAKY CTaT€BOrO XPOMATHUHY
(rinbue bappa), mpu kapiotumi 48, XXXY — aBi rpyaku i npu kapioturi 49, XXXXY — tpu.

TSOKKICTH 3aXBOPIOBAHHS KOPEJIOE 3 KUTBKICTIO TOJATKOBHX X-XPOMOCOM.

[Ipn Tpucomisix moke Oyru jerkuil nepedir. /[o mepiomy craTeBOTO A03pIBaHHS XJIOMYUKU
MOXYTbh PO3BUBATHUCS HOPMAIBHO, IHTEJIEKT HOPMaIbHUN a00 BIAMIYAE€THCSI HEBEIMKE BiZICTABAHHS B
MICUXIYHOMY PO3BUTKY. CHHAPOM YaCTIIIE€ BUSABISETHCS KIIHIYHO B IIEPIOJI CTATEBOTO JO3PIBAHHA Y
BUTJISIII HEIOPO3BUHEHHS CIM SIHUKIB 1 BTOPMHHUX YOJIOBIYMX CTATEBUX O3HAK.

XBopi 3 cuaapomoM KnaifHdenbrepa BUCOKI Ha 3pIiCT 3 AUCIPONOPIINHO TOBIMMH KIHI[IBKAMH,
€BHYXOITHOIO CTaTypOlO, OBOJIOCIHHSM 3a KIHOYUM TUNOM (Opak pPOCIMHHOCTI Ha 0OIM4ul,
TOPU30HTAIBHUI PIBEHb POCTY Bojioccs Ha J100KY). ¥ 30 % XBopux crocTepiraeTbcsi FHEKOMACTIs
(pO3BUTOK MOJIOYHUX 3aJ103). [CHY€E pH3UK 37I0SKICHOT MyXJIMHA MOJIOYHHX 3aJ103. 30BHIIIHI CTaTeB1
OpraHd PO3BMHEHI 32 YOJIOBIYMM THUIIOM, KPUIITOPXI3M 3YyCTpidaeTbes piako. BHyTpimiHi crareBi
OpraHy TiNoIIa30BaHl. XapaKTepHUM € MIKpOOPXIIU3M, a300cmepMis, oiirocrnepmis. XBopi, K
MpaBuIIo, Oe3riiHl. [HTenekTyanbHui pO3BUTOK XBOPUX a00 HE 3MiHEHUH, a00 oTirogpeHis.

JlikyBaHHs: 3amicHa Teparris anaporeHamu 3 10—12 pokis. s ctumyssiii pocTy Bojoccs Ha
00JIMYYl BUKOPUCTOBYIOTH KpeMH 1 Ma3i 3 aHaporeHamu. [ ilHeKoMacTisd 1HO I MOTpedye XipypriqHoi
KOPEKIIii.

Menuko-reHeTHYHe KOHCYJAbTYBaHHs. Pu3uk mns cubciB mMenme 1 %. Pusuk HapomkeHHS
XBOpUX JITeH y mauieHTiB 3 curapoMmoM KmaiiHdenbTepa y pasi 36epexxenns deptunbHocTi 10 %.
HeoOxinHa mpeHaTanbHa 1i1arHOCTHKA.

Cunapom noJiicomii Y-xpomocomu

Brnepme onucaB B 1961 p. Canabepr i cniBaBT. YacroTta B nmomyssiiii 1:1000 HoBOHAPOIKEHUX
xyormuukiB 1 1:10 cepen 40JIOBIKIB 13 3pOCTOM OUIBIIE 2 M.

Kapiotun xBopux 47,XYY, pinme 48,XYYY, 49, XYYYY a6o mo3ainusm (45,X0 /49, XYYYY
Ta iH.).

Kniniuni cumnmomu apitoroms 8i0 npaKmuyHo HOPMALHUX YOIO0GIKI8 3a I3UUHUM | pO3YMOBUM
PO3BUMKOM 00 NAYIEHMIB 3 e2KOK PO3YMOBOI0 GIOCMANICIIO, CXUNLHICMIO 00 KPUMIHANbHUX I
HaBimb a2pecuUBHUX 64UHKIG.

Pict y mopocnux cranoButh B cepenHbomy 186 cm. Koxkna Y-xpomocoma 30UIbIIyeE 3picT
npuban3HO Ha 15 cM. [HOAI BUSBISIOTH aKpOMErajaoimHi pucH — 30UTbIICHHS HIKHBOI IEJIeTH,
KUCTEH, cTir, rpy0i prcu o0auyys, BUCTYNA04i HaIOpiBHI AyTH.

CrareBa ¢yHKUiz Yy Oararb0X XBOpUX HOpPMajbHa, (QepTHIBHICTE 30epekeHa (iHOI
riepceKCyalnbHICTh). Y  TOHKKUX BHUMAJIKAX CIIOCTEPIraeTbcs  KPUITOPXI3M, MOPYLICHHS
criepMaToreHesy, 6e3MmiIiHICTb.

Y 3040 % xBopux Jerka po3ymMoOBa BIICTaJiCTh, 3HW)KEHHS KPUTUKH, AarpecuBHICTb,
BUOYXOBICTb, 3004eHHS NOTATIB. HaBiTh Mpu HOpMaNIbHOMY IHTEJIEKTI YaCTi ICTepONOoIiOH1 MPOSIBY B
MO€JHAHHI 3 BUOYXOBICTIO, KOH(IIIKTHICTIO, HEOCTaTHBOIO KPUTHUKOIO.



Mikpoo3Haku: Makpouedais, BUCOKE MepeHiccs, «TOTHYHE MiMHEOIHHS», MOPYIIEHHS POCTY
3y0iB, MaKpOOTIs, JIIHKOMOi0Ha TPYy/IHHA, BaJbI'yCHA AedopmMalis JIKTHOBHX 1 KOJIHHUX CYTJI00iB,
NEPUINX MaJbIB CTiM, palioyJIbHAPHUN CHHOCTO3.

JlikyBaHHSI: CUMIITOMaTHYHE.

Menuko-reHeTH4He KOHCYJbTYBaHHsl. Pusuk uis cuOciB Menime 1 %. Pu3uk HapoKeHHS
XBOPHX JiTel y XBOpuxX y pas3i 30epexxeHHs ¢eprmibHocTi 10 %. HeoOxigHa mnpenartanbHa
IarHoCTHKA.

V. IMinBeneHHs mniacyMKiB 3aHATTHA, NOBIIOMJIEHHSI TPO OTPUMAHI OWIHKH,
HAZAHHA JOMAIIHLOI0 3aBIAHHS.

V. Cnucoxk peKoMeH10BaHOI JiTepaTypu
Ocnogna:
1. Kangu6a H.M. TI'enetuka: kypc nexuiil: HapuanbHui nocionuk/ H.M. Kanauba. — Cymu:
VYHiBepcuterchka kuura, 2023. — 397 c.
Hooamkoea:

1. T'peuanina 1O. Bb., XKamganos C. 1., I'ycap B. A., BacunbeBa O. B. / MirtoxoHapiayibH1
XBOpOOU: MpoOIeMH JIarHOCTUKY, JIIKYBaHHA Ta mpodinakTtuku: HaBuanbHHM MOCIOHUK,
pexomennoBannii MO3 Ykpainu A CTYICHTIB BUIIUX MEIUYHUX HABYAIILHUX 3aKJIaJliB
IV piBHs akpeauTaltii Ta JikapiB-iHTepHiB. Xapkis, XHMYVY, 2010. 71 c.

2. 3anopoxan B. M., baxopa lO. 1., llleenenkosa A. B., HecnokoBa M. M. Meanuna
renetuka: [linpyanuk ansa sumni. Oneca: Oxec. nepxk. men. yH-T, 2005. 260 c.

3. Meanuna reneruka: [limpyunuk / 3a pen. wi-kop. AMH VYkpainu, npodecopa O. .
I'peuaninoi, mpodecopa P. B. boraruproBoi, mpodecopa O. I1. BomocoBis.
Kwuis: Meaununa, 2007. 536 c.

4. Mennuna reHetuka [Tekct] : HaBu.-meToA. moci0. / B. E. Mapkesuy, M. I1. 3aropoaniii, A.
M. Jlo6oaa. - Cymu : Cym. aepx. yH-T, 2011. - 387 c. : .

5. Haka3z MO3 Vkpainn Ne641/84 Bixg 31.12.2003. IIpo ymockoHaJIGHHS] MEIUKO-T€HETHUYHOT
JOTIOMOTH B YKpaiHi.

6. Emery’s Elements of medical genetics. 15th ed. / Peter Turnpenny, Sian Ellard. Elsevier,
2017. 400 p.

7. Lynn B. Jorde, John C. Carey, Michael J. Bamshad. Medical genetics. 5th ed. Elsevier, 2016.
356 pp.

8. Read A., Donnai D. New clinical genetics. A guide to genomic medicine. 4th ed. Scion
Publishing Ltd, UK, 2021.

9. Speicher M. R., Antonarakis S. E., Motulsky F. G. Vogel and Motulsky’s human genetics.

Problems and approaches. 4th ed. Springer, 2010. 981 pp.

10. Young lan. D. Medical genetics. 2" ed. Oxford university press, 2010. 304 p.

EaexrTponni ingopmauniiini pecypcu

baza pganmnx HarmionaneHoro uentpy Oiorexnomoriunoi indopmarnii CIIA (NCBI), mo

MIpeICTaBJIsIe KHIDKKY 3 OloMenuiuau, nocionuku NCBI To111o, a Takox Haae TOCTYI 0 PECYPCiB 3
reneTuky, Takux 1k GeneReviews https://www.ncbi.nlm.nih.gov/books

OMIM (Online Mendelian Inheritance in Man) — An Online Catalog of Human Genes and

Genetic Disorders https://www.omim.org

http://ghr.nlm.nih.gov



https://www.ncbi.nlm.nih.gov/books
https://www.omim.org/
https://www.omim.org/
http://ghr.nlm.nih.gov/

http://www.orpha.net
http://rarediseases.org
Menuuna reneruka — B.E. Mapkesuu https://polka-knig.com.ua/book.php?book=333

IIpakTnune 3aHATTA Ne 6

Tema: 3aranbHa XxapakTepucTHKA i Ki1acu(ikanis MOHOreHHMX XBopoo. ['eneasioriunmii
MeTox

Mera: Bwmitu 3i0patm aHaMHECTHYHI JaHI Ta TEHEAJIOriuHy iH(OpMaIilo, CKIACTH POJOBIL,
MPEICTaBUTH HOTO y TpadiuHOMY BUTJIISAL 1 MPOAHATI3YBATH TUIl yCHAJKYBAaHHS 3aXBOPIOBAHHS YU
03HAaKU XBOPOOU B POJMHI.

OcCHOBHI NOHATTA: MOHOTEHHI XBOPOOU, TeHEAIOTTYHUN METO]I, T€Heasors, mpobdaHI, cuocH,
TUTH YCTIa[KyBaHHS, TEHETHYHUIA PH3HK

Oo0aannanus: MynbTUMENIHHUN TPOEKTOP, HOYTOYK, MYJAbTUMEAIMHI Mpe3eHTallil, cUTyalliiHi
3ajaui

ILnan:

I. Opranizauiitni 3axoam (IpuUBITaHHS, NIEpEBIpKa MPUCYTHIX, MOBITOMIIEHHS TEMHU, METU 3aHATTS).
Momusayia 3000y8auis suwoi ocgimu wooo eusuenns memu. KIIHIKO-TEHEATOTTYHUN METOJ —
000B’3KOBHI METOJI B 0OCTEKEHI POJAVHN B MEIUKO-TEHETUYHIN KOHCYNIbTAIlli. MeToa A03BOJIsIE
BU3HAYUTH THI YCIIAJKyBaHHS XBOPOOH, T€HOTHITM MTPOoOaHa Ta HOro poAudiB, TCHETHYHHIA PU3HK,
10 Ma€ BEJIMKE 3HAYCHHsI B po3po0i1ii TuTaHy TPOQUTAKTUKH CITaIKOBOT XBOpOOH. MeTo MOKe MaTh
3HAYEHHS B MPAKTUYHIN A1SIIBHOCTI CIMEHHOTO JIiKapsl MpHU OOCTEKEH1 POJIMHU, IKa Ma€ T€HETHUHUIN
TATap.

II. KoHTpo/1b ONIOPHOTO PiBHS 3HAHb (ONMTYBAHHSA CTY/EHTIB, CIiBOECia 32 TEMOIO 3aAHATTS)

2.1. BuMoru 10 TeOpeTHYHOI TOTOBHOCTI CTYJIEHTIB 10 BUKOHAHHS NMPAKTUYHHUX 3aHATh.
30006y8au euujoi oceimu nNoOGUHEH 3HAMU.
- KacuQiKaIlio CragkoBUX XBOPOO,
- TCHETHYHY, MATOTCHETUYHY 1 KJIIHIYHY K1acu(iKaIlito MOHOT€HHUX XBOPOO,
- IPUHIUIY Ta €Taly MPOBEACHHSA KIIIHIKO-Te€HEeaJOr1YHOr0 OOCTEKEHHS.
- TEHEAJIOTTYHY CUMBOJIIKY, MpaBia rpadivHOTO 300pakKeHHS POIOBOIY.
- KpUTEpil pI3HUX THUITIB yCITaIKyBaHHS.
eMImu.:
- 310paT TeHeaJOTYHNI aHaAMHE3,
- moOyayBaTu poJOBi,
- BU3HAYUTH TUN YCHaJKyBaHHS XBOPOOH,
- BU3HAYUTH F€HOTHUIM MpobOaHa Ta HOro 06ATHKIB, pO3paxyBaTu FreHETHUHUN PUZHK
2.2. IIuTanHs AJ5 nepeBipKH 0a30BMX 3HAHD 32 TEMOIO NPAKTUYHOI0 3AHITTSA
1. o Take re”, reHOTHUII, TEHOM?
ETionoris MOHOT€HHUX XBOPOO, 4acTOTa B MOMYJIALLII.
I'eneTnuHa, MaTOreHeTUYHA 1 KJIiHIYHA Ki1acu(ikallii MOHOTEHHHUX 3aXBOPIOBAHb.
Karasor reniB i renHux xsopo6 B. Mak-Ksrocuxka.
3HaueHHS KIIHIKO-T€HEalIOTTYHOTO METO/Y.
ETanu reneanoriyHoro Metoay
o o3HauyarOTh TEPMIHU T€HEAJOTis, MpodaHy, cuocH?
Oco65uBOCTI 300py reHeanoriyHOro aHaMHe3y.
I'eneanoriuna cumBodika. [IpaBuina rpadigyHoro 300paxeHHs poJaoBOLY.
0. XapakTtepHi O0COOJIHMBOCTI POJIOBOAY TMPU ayTOCOMHO-IOMIHAHTHOMY, ayTOCOMHO-
PEIECHBHOMY 1 34ETIJICHOMY 31 CTATTIO TUIAX YCTaAKyBaHHS.

S0 XN LR WD
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11. Oco6auBOCTI POOBOAY NP MITOXOHPIAIBHOMY YCHaAKYBaHHI.
2.3. TecToBi 3aBIaHHs Ta 3a4a4i AJs nepeBipku 0a30BHX 3HAHb 32 TeMOK NPAKTHYHOIO

3aHATTH:

OO0epiTh 0JTHY IPaBUIIbHY BiIMOBIIH

1. Cubcu — 1ie:

A. barbku nipoOanja.

B. [itu npobanpa.

C. bpatu i cectpu nipobana.

D. Pogu4i nmpob6anna, ocoorcTo oOcTexReH1
JIIKapeM-T€HETHUKOM.

2. barpku XBOpOi IUTHHH 3[0POBi, aie
AQHAJIOTTYHI 3aXBOPIOBAHHS 3yCTPIYAIOTHCS Yy
cubciB xBoporo (HesanexxHo Bin craTi). Lle
HaWOUIBII XapakTepHO M TaKOTO THUILY
yCIIaIKyBaHHS:

A. AyTOCOMHO-/IOMIHaHTHOTO.

B. AyTocOMHO-pEIIeCUBHOTO.

C. PemtecuBHOT0, 3U€IJIEHOTO 3 X-
XPOMOCOMOIO.

D. JlomiHaHTHOTO, 34YEIJICHOTO 3 X-
XPOMOCOMOIO.

E. MitoxonapiaasHOTO.

3. JIss poA0BOTY 3 ayTOCOMHO-IOMIHATHUM
TUTIOM yCTIaIKyBaHHS XapaKTEPHO:

A. O3Haka  ycmaJgKOBY€ETHCS «3a
BEPTUKAJIIIO», Y XBOPOI AUTUHHU, SIK PABUJIO,
XBOPHH OJIMH 3 OaThKIB.

B. XBopifoTh KIHKH 1 YOJIOBIKH OJTHAKOBO
4acTo, PU3UK HAPOJHKEHHS XBOPOI AUTHHU Y
reTepo3UroTHUX 0aThKiB 25 %.

C. Big xBoporo 0OaTbka  O3HaKy
ycnaakoByoTh 100 % 10Y0K 1 HIKOJIM CHHH.

D. XBopitoTh MepeBakHO YOJOBIKH, SKIIO
MaTu rerepo3urotHa, To 50 % cCuUHIB MOXYTb
OyTH XBOPHMH.

E. XBopitoThb mnepeBa)KHO 4YOJIOBIKH, BiJ
XBOpOro 6arbka XBOpoOy ycmnaakoByroTh 100
% CUHIB.

4. g pomoBoly 3  ayTOCOMHO-
pELECUBHUM TUIIOM yCIIaJKyBaHHs
XapaKTEepHO:

A. O3Haka YCIaJAKOBYEThCS «3a

BEPTUKAJUIIO», Yy XBOPOI AUTUHH, SIK MIPABUJIO,
XBOpHUH OJIMH 13 OATHKIB.

B. XBOpitOTh KIHKH 1 YOJIOBIKH OJIHAKOBO
9acTo, PU3MK HAPOKEHHS XBOPOI AUTUHHU Y
reTepO3UroTHUX 0aThKIB 25 %.

C. Or xBoporo OaTbka  O3HAKy
ycrmaakoByoTh 100 % 090K 1 HIKOJIM CHHHU.

D. XBopitoTh NEpeBaXHO YOJIOBIKH, SKIIO
MaTH reTepo3urotHa, To 50 % CHHIB MOXYTb
OyTH XBOPUMH.

E. XBOpilOoTh MepeBaXHO YOJIOBIKH, Bl
XBOpOro 0arbka XBopoOy ycmnaakoBytoTs 100
% CHHIB.

5. Ilpm sxomy Tuni ycHagKyBaHHS
XBOPIIOTh MEPEBAXKHO YOJIOBIKU?

A. AyTOCOMHO-/IOMIHAHTHOMY.

B. AyrocomMHO-peniecuBHOMY.

C. /[lomiHaHTHOMY, 34eIUleHOMY 3 X-
XpOMOCOMOIO.

D. PeuneccuBHomy, 3derieHOMy 3 X-
XpOMOCOMOIO.

E. MitoxonapiaibHOMY.

6. Ilpm sxkoMy THUI YyCHAgKyBaHHS
XBOPIIOTH YACTIIIE KIHKH ?

A. AyTOCOMHO-ZIOMIHAHTHOMY.

B. AyrocoMHO-pe1ieCUBHOMY.

C. PenecuBHOMy, 34YeruieHOMYy 3 X-
XpOMOCOMOIO.

D. [omiHaHTHOMY, 34Ye€IUICHOMY 3 X-
XpOMOCOMOIO.

E. MitoxoHapiaasHOMY.

7.  Indopmarmis  npo  MOXOHKCHHS
NOJAPYAOKST 1 IXHIX OaThkiB 3 oaHOro abo
ONMM3bKO  PO3TALIOBAaHMX  IYHKTIB  Mae
3HAYCHHS JJIs IarHOCTUKHU XBOPOO:

A. AyTOCOMHO-/IOMIHAHTHUX.

B. MiroxoHapianbHUX.

C. PenecuBHuX, 3YemjeHUX 3  X-
XpPOMOCOMOIO.

D. JloMmiHaHTHHMX, 34Y€IUICHMX 3 X-
XpPOMOCOMOIO.

E. AyrocoMHO-perieCUBHUX.

8. Skmio mepmia OUTHHA Yy 3J0POBHX
0aTbkiB Hapomwiaca 3 (DEHUIKETOHYpI€IO,
HAWBIPOTIIHIIIINI BUCHOBOK F€HETHKA!



A. batbkm — TeTepo3UroTHi HoOCIi
pelecuBHOTO  maroJjioriyHoro reHa (Aa
obussa).

B. Lle pe3ynpTar HOBOI TI'€HEPATHBHOIL
MyTalii y 0JJHOTO 3 OaThKIB.

C. Ile pe3ympTar COMAaTHYHOI MyTamii y
XBOPOI IUTUHU.

D. Maru abo 0aTbKO TETEpO3UTOTH 3a
JIOMIHAHTHUM IIaTOJOTIYHUM F'€HOM, SIKUH Mae
HETIOBHY TICHETPAHTHICTb.

E. Lle pe3yapTaT XpOoMOCOMHOI MyTauii y
OJIHOTO 3 OaThKIB.



Eranonn Bignosineii: 1-C, 2-B, 3-A, 4-B, 5-D, 6-D, 7-E, 8-AD

I11. ®opmyBanHs npodeciiHUX BMiHb, HABUY0K

3.2.Ilepenik HABYAJIbHUX MPAKTHYHUX 32B/aHb, sIKi HEOOXiZHO BUKOHATH Mij Yac
NPAKTHYHOI 0 3aHATTH:

PoGora 1. Cxiactu pomoBinx XxBoporo. Bu3HauMTH MOXJIMBHIA THN yCHAJKyBaHHs. 3amucaTé
TeHOTHII Ipo OaHza Ta Horo poandiB. BU3HAYNTH TeHETHYHUI PU3HK.
PobGora 3. IlpoananizyBaTu poaoBoau.

1. Ha wmamoHKy 300paxeHo poaoBil ciM’i. Bwusnaure Tun ycnagkyBaHHSA. Yum
XapaKTepU3yeTbCA TaKUM THN ycnaJkyBaHHS? BkaxiTe mpukiaan XBOpoO 3 TaKUM TUIIOM
yClaJIKyBaHHs. 3aluIlIiTh T€HOTHIH NpobaHaa Ta oro cubciB 1 6aTbkiB. BuzHaute pusuk
HapOHKEHHS XBOPOT TUTUHHU Y OaThKiB MpoOaHia.
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2. IlpoanamizyliTe poJOBiA poAWHHW. BCTaHOBITH THII yclagkyBaHHsI. UYuMm BiH
xapakrepu3yerbea? Ski XBOpoOu yClagKOBYIOTHCS TaKMM YMHOM? 3alUIliTh T€HOTUIIN
npobanaa Ta Horo cubciB 1 O6aTpkiB. Bu3HauTe pU3UMK HApOHKEHHSI XBOPOI KUTHUHU Yy
0aThKiB MpoOaHaa.

3. Ilpoananmizyiite pojoBin poauHu. BcraHoBiTh THI  ycmaakyBaHHS. YuMm  BiH
XapakTepu3yerbcsi? SIki XBOpoOU yCHaJKOBYIOTHCS TaKUM YMHOM? 3alMIIiTh T€HOTUIH
npobaHja Ta ioro cubciB 1 6arbkiB. Bu3HauTe pU3MK HAPOHKEHHS XBOPOI KUTUHU Y



0aTbKiB IpoOaH/Ia.
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[Ipoananizyiite poaoBin poauHu. BceraHoBITH THN  ycmaakyBaHHA. YuMm  BiH
xapaktepu3yerbesi? llpuknaan o3HaK 13 TakKUM THUIOM YCHAJKyBaHHS? 3amulliTh
TFeHOTUIM MpoOaHaa Ta Woro cubciB 1 6aTbkiB. Bu3HauTe pU3MK HApOKEHHS XBOPOI
KUTHUHHU y 0aThKIB IpoOaHa.
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[Ipoananizyiite poaoBin poauHu. BcTaHOBITH THN ycmaakyBaHHsA. YuM  BiH
XapakTepu3yerbesi? SIki XBOpoOU yCHaJKOBYIOTHCS TAaKUM YMHOM? 3alMINiTh T'€HOTHUITH
npobanaa Ta Horo cubciB 1 O6aTpkiB. Bu3HauTe pU3WK HApOHKEHHSI XBOPOI KUTUHU Yy
0aThKiB MpoOaHaa.
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[Ipoananizyiite poaoBig poauHU. BceTaHoBITH THUN ycnajakyBaHHS. YuMm  BiH
XapakTepu3yerbcsi? SIki XBOpoOU yCHaJKOBYIOTHCS TaKUM YMHOM? 3alMIIiTh T€HOTUIH



npobaHga Ta oro cubciB 1 OaTbkiB. Bu3HauTe pU3MK HAPOHKEHHS XBOPOI )KUTUHU Y
0aTbKiB IpoOaHIa.

\o ﬂ
IVJJAHHMEH

7. llpoanamizyiiTe poJOBil poAMHU. BcTaHoBITH TN ycmajakyBaHHA. UYum  BiH
XapakTepu3yeThbes? ki XBOpoOHW yCNaIKOBYIOTHCS TaKUM YHHOM? 3alUIiTh TEHOTUIIH
npoOanaa Ta Horo cu6OciB 1 O0aThkiB. Bu3HauTe pU3MK HApOHKEHHSI XBOPOI KUTHUHU Yy
0aThKiB MpoOaHa.

I

11

IT1 :
N T8

8. Ilpoanamizyiite pojoBi poauHU. BcTaHoBITH TN ycnaakyBaHHS. YuMm  BiH
XapakTepu3yerbesi? SIki XBOpoOU ycHaJKOBYIOTHCS TaKUM YMHOM? 3alMIIiTh T'€HOTUIH
npobaHja Ta oro cubciB 1 6aTbkiB. Bu3HauTe pU3MK HAPOPKEHHS XBOPOI )KUTUHU Y
0aTbKiB MpoOaHa.
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Poo0ora 3. BignmoBicTi Ha TecTOBI 3aBIaHHA

1. CTyaeHTH aHaNi3yI0Th POJIOBI POJUHU 3 MOT€HHOIO XBOPOOOI0. Y IKOMY BUTIAKY CI1]]
YeKaTH ayTOCOMHO-IOMIHAHTHY MATOJIOT1IO:

A. O3Haka ycraJKoBY€eTbCA “NI0 BEPTUKANI”, Y XBOPOi AUTUHH, SIK [IPaBUIIO, XBOPUM OJIUH
13 0aThKIB
B. XBopitoTh *IHKU 1 YOJOBIKM OJHAKOBO 4acTO, PU3UK HAPO/HKEHHSI XBOPOi IUTHUHU Y
reTepo3uroTHUX 6aTbkiB 25%
C. Bix xBoporo 6arbka 03HaKy ycrnaakoByrTh 100% m090K 1 HIKOJW CHHU
J1. XBOpIIOTh MEepeBaKHO YOJIOBIKH, SKILO MaTH IeTpo3uroTa, To 50% CuHIB MOXKYTh OyTH
XBOPUMU

E. XBopitoTh nepeBakHO YOJIOBIKH, BiJ XBOPOro 6aTbka XxBopoOy ycnaakoBytoTh 100% cuniB

2. JIo MeIMKO-TEeHETUYHOTO LIEHTPY 3BEPHYJIACh POJIMHA, B SIKOT € XBOPI1 Ha CMAIKOBY MATOJOTIO.
Jlikap-TeHEeTHK CKJIaJa€e poJoBiA. SKi CHMOTOMH MOXKYTh CBITYUTH ITPO ayTOCOMHO-PEIIECUBHUI
THUII yCTIAJKyBaHHSI.
A. O3Haka yCcrmaJIKOBY€EThCS “TI0 BEPTUKaII”, Y XBOPOi IUTHHH, SIK IPABUJIO, XBOPUHA OJMH
13 OaTbKIB
B. XBopitoTh *IHKU 1 YOJIOBIKM OJHAKOBO YacTO, PU3UK HAPODKEHHS XBOPOi IUTUHU Y
reTepo3uroTHUX 6aTbkiB 25%
C. Bin xBoporo 6aTbka 03HaKy ycnaakoBytoTh 100% H040K 1 HIKOJIM CUHU
J1. XBOpIOTH MEepEeBaX]HO YOJIOBIKH, SKILIO MAaTH I'eTpo3uroTa, To 50% CHUHIB MOXKYTh OyTH
XBOPUMU
E. XBopitoTh nepeBa)KHO YOJIOBIKH, BiJl XBOPOro 0aTtbka XBopoOy ycnaakoByoTs 100%
CUHIB

3. barbku XBOpOi AMTHHU (PEHOTHUIIOBO 3/I0POBI, aJie aHAJIOTIYHI 3aXBOPIOBAHHS 3yCTPIUaOThCS Y
cuOCiB XBOPOTO (He3anexHo Bij cTari). Lle HallOubIn XapakTepHo JUIs THITY yCIaKyBaHHS:

A. AyTOCOMHO-TOMIHAHTHOTO

B. AyTocomMHO-periecuBHOTO

C. PeniecuBHOT0, 34€IJIEHOTO 3 X-XpPOMOCOMOIO

J. JIoMIHaHTHOTO, 34ETIIEHOTO 3 X-XpOMOCOMOIO

E. ITonirenHoro

4. Y MenuKo-TeHEeTHUHIM KOHCYNbTallll CKJIaZatoTh POJIOBI JUTHHH, Y KO Mi03PIOIOTh
ayTOCOMHO-pPEIIECUBHY NaToJjorito. s Takoro Tumy ycnaakyBaHHS Oyle XapakTepHe yce, 3a
BUKJIFOUEHHSIM:

A. 3aXBOPIOBAaHHS 3 OJJTHAKOBOIO YaCTOTOIO 3yCTPIHA€ETHCS Y YOJIOBIKIB Ta XKIHOK



B. V nBoX rerepo3uroTHrux 0aThbKiB pU3MK HAPOJKEHHS XBOPO1 TUTHHHU CKiIagae 25%
C. baTbKu XBOpOTO 3/I0pOBi

J1. baTbKku € KPOBHUMH pOAUYAMHU

E. 3axBoproBaHHS MPOCTEXKYETHCS 110 BEPTUKAII

5. Jma X-34eIUIeHOro PEHECMBHOIO THUILY YCHAJKyBaHHS XapakKTepHE BCE 3a
BUKITIOYCHHSIM:

A. Y 310poBHX OaTBKIB JIITH 30POBI

B. XBOpitoTh nepeBa)KHO YOJIOBIKU

C. Cunu xBoporo 6aTpka Oy1yTh XBOpi

J1. Cunu XiHKU-HOCIS OyyTh XBOpi 3 MoBipHicTIO 50%

E. louku xBoporo 6arbka OyayTh HOCISIMU

6. Ilpu nocnimkeHHI pOAOBOAY POJMHH, € 3YyCTpidaloThCs XBOpl Ha BiraMiH-/I-
PE3UCTEHTHY (OpMY paxiTy, BUSBIICHO, IO XBOPIIOTh MEPEBAXHO KIHKU. Big xBoporo OaThka
03HaKy yCMaJKOBYIOTh yC1 JIOYKU 1 HIKOJU CUHU. J[JIg AKOTO THMY yCHaAKyBaHHS 11€ HAaHOUIBII
XapaKkTepHO?

A. AyTOCOMHO-/IOMIHAHTHOTO THITY

B. AyTocOMHO-pE1IECUBHOTO

C. PeniecMBHOTO 34€IJIEHOTO 3 X-XpOMOCOMOIO

J1. JIoMiHaHTHOTO 34€TIEHOTO 3 X-XPOMOCOMOIO

E. MitoxonapiaasHOTO

7. Tlpu AoCHiKEHHI POMOBOAY POAMHH, A€ 3yCTpiUalOThCcs 2 XBOpHX cubca Ha
MPUPOJUKEHY TIYXOTY, BHSIBJICHO, IO OaThbKU XBOPHX JITE€H 370pOBI, aje Mae MicCIe
OJIM3BKOCTIOPIIHEHHUH MITI00. [ SIKOTo TUMY yCTaAKyBaHHS 1€ HAMOUTBIT XapaKTepHO?

A. AyTOCOMHO-PELIECUBHOTO

B. AyrocoMHO-TOMIHAaHTHOTO THITY

C. PeriecMBHOTO 34€MJIEHOTO 3 X-XpOMOCOMOIO

J1. JIoMiHaHTHOTO 34€IUICHOTO 3 X-XPOMOCOMOIO

E. MitoxoHapiaasHOTO

8. ITrdopmallis mpo TOXOKCHHS TOAPYXIKS Ta iX OaTbKiB 3 OJHOTO 4Yd OJU3BKO
PO3MIIIIEHUX MMYHKTIB Ma€ 3HAUYCHHS JIJIs JIarHOCTH 3aXBOPIOBAHb:

A. AyTOCOMHO-IOMIHaHTHHUX

B. AyrocomMHO-pelnieCuBHIX

C. PeniecuBHUX 34€TUICHHX 3 X-XPOMOCOMOIO

J1. JIoMiHaHTHHX 3YEIICHUX 3 X-XpOMOCOMOIO

E. MiToxoHapiaabHUX

9. AmnHamiz pojoBOJy IMOKaszaB, M0 OaTbKH 3I0pOBiL, a y IUTHHH AaxOHJAPOILIa3is
(ayrocoMHO-OMiHaHTHA TaToJorist). Lle MoXHa MOsSCHUTH:

A. HemoBHOIO MTEHETPAHTHICTIO T€HA

B. HasBHicTIO THIB-CyIpecopoB

C. Bapiarii€to eKCrIpeCUBHOCTI

J1. HoBoto myTartiero

E. 'eTepo3uroTHiCTIO OTHOTO 3 OATHKIB.

10. ITpu mocnimkeHHi poAOBOAIB JEKLIBKOX POJIMH, 1€ 3yCTPIYAIOThCSl XBOPI HA CHHAPOM
Jloy, BUSIBIIEHO, 1[0 XBOPIIOTH OCOOU JIUIIIE YOJIOBIUOi cTaTi.. J{JIs AKOTO THUMY yCHaaKyBaHHS 1€
HaOUIbII XapaKkTepHO?

A. AyTOCOMHO-TOMIHAHTHOTO TUITY



B. AyrocoMHO-p€eLIeCUBHOTO

C. PeriecuBHOTO 34€IIEHOTO 3 X-XpOMOCOMOIO
M. JIoMIHaHTHOTO 3YeTIEHOTO 3 X-XpPOMOCOMOTO
E. MitoxonapiansHOTO

11. CryneHTH AOCHIIKYIOTH POJOBI POIMHHM, J€ € XBOPiI Ha CHHAPOM ¢pariipHoi X-
XpOMOCOMHU (pEleCHBHE 34emyeHe 3 X- XpPOMOCOMOIO ycmajakyBaHHs). [lis pomoBoay
XapaKTepHO:

A. O3HaKa yCraJKOBYEThCS “TI0 BEPTUKANI”, y XBOPOi TUTHHH, K TPABUIIO, XBOPHI OJTUH

13 6aThKIB

B. XBOpirOTh *IHKH 1 YOJOBIKMA OJTHAKOBO YaCTO, PU3UK HAPO/KEHHS XBOPOi  JUTHHU Y

reTepo3uroTHUX 6aTbkiB 25%

C. Big xBoporo 6aTtbka 03HaKy ycrnagkoBytoTh 100% 090K 1 HIKOJIM CUHU

J1. XBOpIOTh YOJIOBIKH, BiJl XBOPOro 0aThbka XBOpoOy ycnaakoByrooTh 100% cuHiB.

E. XBopitoTh epeBa)KHO YOJIOBIKH, SIKIIO MAaTU TeTepo3UroTa, To 50% CUHIB ~ MOXYTh

OyTH XBOPUMH

3.2. Pexomenaauii (iHcTpyKIii) 111010 BAKOHAHHS 3aBIaHb
AJNTOPUTM CKJIaJIaHHSI POJOBOTY.
1. PooBig mOBHMHEH BKIIIOYATH HE MeHIE 3—4 ITOKOJIIHb.

2. Cxnaga"Hs poJIOBOJIY MMOYMHAIOTH 3 MpoOanaa. [Ipoban mo3HAYaEThCS CTPUIKOIO 1 MATFOETHCS
MOCEPENHI CTOPIHKH.

3. CubciB 300pakar0Th CIIpaBa HATIBO Y MOPSIIKY HAPOHKCHHSL.

4. KoxHe moniepeiHe MOKOIIHHS 300paKy€eThCsl BUIIE Bif JIiHIT TpoOaH/a, a HACTyITHE — HUXKYE
Bix Hel. [lopsnok ckimamaHHs — Bil HACTYITHUX TOKOJIIHB JI0 TMONEPEHIX (CIOYaTKy MOKOJIIHHS
npo0aHa 1 Horo JIiTei, moTiM ioro 0aThKiB). Bei WieHM 0HOTO MOKOJIIHHS 300pa)Kat0ThCsl Ha
OJIHIN HiHIT.

5. 1711 3py4HOCTI CITOYaTKy MaJIIOIOTh POJIOBIHI 3B’ SI3KH, 110 CTOCYIOTHCS JIiHII MaTepi. Maru 1 1i
poaMdl PO3TAIIOBYIOTHCSA B POJOBOAI 37iBa. baTbko 1 poaudi 6arbka 300pa)XyrOThCS CIIpaBa.
[IpoGanna 1 #ioro cHOCIB PO3TAIIOBYIOTH MOCEPEANHI MDK CIM’SIMH OaThKa 1 MaTepi.

6. [TokomiHHS HYMEpYIOTh 3J1IBa PUMCHKUMU H(ppaMu 3BepXy BHU3. UJEHIB OJHOTO MOKOIIHHSA
HYMEPYIOTh 3J1iBa HANIPaBo apadChbkuMHu udpamu. TakuM YHHOM, KOYKHA JIFOIMHA B POJIOBO/II Ma€e
civi mudp (I-5, -7 i T. in.).

7. YKa3yloTh BIK WIEHIB ciM’i OUIS CUMBOJTY.
8. Ocobucto obcrexxeHoro no3Havarotsb (!).

9. INonpyxxs poandiB mnpoOaHIa MOXe He 300pa)kaTHCs y BEIMKOMY POJOBO[I, SKIIO BOHHU
3JI0pOBI 1 «HE BIUIMBAIOTh)» Ha Iepeiady 3aXBOPIOBAHHS.

10. HeoOxiHO BKa3aTH AaTy CKJIaJaHHS POJIOBOY.

BoaHouac 3 poloBOJIOM CKJIQAalOTh MHCBMOBHUM J0JaTOK J0 HBOTO, TaK 3BaHY JIETCHIY
poJioBoAdy. Y JereHay BKI0YaloTh BCl BITOMOCTI, sIKi MOKYTb BUSBUTHCSI KOPUCHUMU TIPH aHAIi31
poloBoAy  (HAallOHAJBHICTh, MICHSI  HApOJUKEHHS 1  aApecH, pe3yiabTaTd  KIIHIKO-
IHCTpYMEHTAJIbHOTO OOCTEKEHHSI Ta 1H.), 1 3p00JICH1 BUCHOBKH.

[Ipu BU3HAUEHHI '€HETUYHOTO PU3UKY 3BEPTAIOTh yBary Ha (eHOTHI MpolaHaa Ta Horo
poruuiB. [Ipy BHU3HAuYCHHI TUMY YCHNAJKyBaHHS BUKOPHCTOBYHTE Tpad JIOTTYHOI CTPYKTYpH
3aHATTS. TUN ycnaJKyBaHHS MOXHA BU3HAYUTH 32 HACTYITHOIO CXEMOIO.
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EaexTponni ingopmauiiini pecypen

baza panmx HamionamsHoTo 11eHTpY OioTexHosoriunoi iHdopmamii CIIIA (NCBI), mio
MpeicTaBJIsie KHUKKY 3 6iomenuunuu, nocionuku NCBI To11o, a Tako Hagae T0CTYII 10 pecypciB
3 reHeTukH, Takux gk GeneReviews https://www.ncbi.nlm.nih.gov/books
OMIM (Online Mendelian Inheritance in Man) — An Online Catalog of Human Genes and
Genetic Disorders https://www.omim.org
http://ghr.nlm.nih.gov
http://www.orpha.net
http://rarediseases.org
Memuuna renetrka — B.E. Mapkesuu https://polka-knig.com.ua/book.php?book=333

IIpakTuyHe 3aHATTA 7-8

Tema: MoHOreHHi XBOPOOM 3 AyTOCOMHO-AOMIHAHTHUM i X-34eIUIeHMM THIIAMH
ycnaaKyBaHHS
Mera: 3acBoiT yMiHHS CGOpPMYNITIOBAaTH MOXJIMBUM JlarHO3 MOHO TI'€HHOI XBOpOOM, IO
BHBYAIOTHCS, 1 BU3HAYUTH HEOOXITHICTH JIOJATKOBOIO OOCTEKCHHS, BKIIOYAIOYM CIECHU(IYHI
TeHEeTUYHI MeToIu. BMITH po3paxyBaTH reHETUUHUI pU3MK. 3BEpHYTH yBary Ha JE€OHTOJIOTIYHI
aCIIeKTH MEIUKO-TeHETHYHOTO KOHCYNBTYBAaHHS MPU MOHOTEHHHX XBOpoOax i MpodiIakTHIHUX
3ax0/iB, Ki BAKOPUCTOBYIOTh IIPU MOHOT'€HHOT MATOJIOT 1.
OCHOBHi MOHSITTSI: MOHOTE€HHI XBOPOOU, T€HOTHII, IOMIHAHTHI 1 PEeLIECUBHI T€HH, TOMO3UTOTH,
reTepO3UrOTH, ayTOCOMHO-JOMIHAHTHUN THI YCHAAKYBaHH:, X-3U€IVIEHUH THIT YCIIaJAKyBaHHS
Oo0nagnanusi: MynbTUMEIIHHNN TPOEKTOP, HOYTOYK, MYJIbTUMEAINMHI Mpe3eHTallii, CUTyauiiH1
3ajaui, HaOlp (PEHOTUIIB XBOPUX, POJLOBOIU
ILnan:
I. Opranizauiiini 3axoam (TIpHUBiTaHHS, IMEpeBipKa NPHUCYTHIX, MOBIIOMIIEHHS TEMH, METH
3aHATTS).

Momueayia 3000y6auié euwjoi oceimu w000 6ueueHHs memu. AKTyalbHICTb TEMHU
00yMOBJI€HA MMOIIMPEHICTIO MOHOT€HHUX XBOPOO B MOMYJIALIT 1 TXKKICTIO epediry. Y Toif xke vac
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Ui 0araTb0X XBOPOO ICHYIOTH €(EKTUBHI METOIU JKYBaHHs, MpEeHATajdbHa IiarHOCTHKA
JI03BOJISIE TIOTIEPEIUTH HAPOKEHHS XBOPO1 JUTHHHU.

I1. KoHTpoJ/ib 0OpHOro PiBHS 3HAHb (ONUTYBAHHSA CTY/JAEHTIB, cliBOeCi/1a 32 TEMOI0 3aHATTH)
2.1. Bumoru 10 TeopeTHYHOI rOTOBHOCTI 3100yBaYiB 10 BUKOHAHHS MPAKTHYHHUX 3aHATh.

3006y6au euwoi ocgimu noguHeH 3HAMU.:

- kiacu(ikaiiro MOHOTEHHUX 3aXBOPIOBaHb;

- 3araJibHy XapakTepUCTUKY aBTOCOMHO-IOMIHAaHTHOTO THITY yCIIaJIKyBaHHS;

- KIHIKY, TeHETHKY, A1arHOCTHKY CHHIpoMy MapdaHna;

- KIIHIKY, TeHETHKY, JIarHOCTHKY aXOHJ[POILIA3ii;

- 3arajibHy XapakTepUCTUKY MOHOTE€HHUX XBOPOO 3UeIIEHUX 3 X-XPOMOCOMOI0;

- KJIIHIKY, TEHETUKY, IIarHOCTHUKY M’si30Boi auctpodii [lromeHa-bekepa, cunapomy

(dparinbHOT X-XpoMOCcoM;

- 3arajbpHI TPUHIUIIM JIIKYBAHHS CMAJKOBUX XBOpOoO, peabumitariii 1 coliayibHOI ajanTarii

XBOPHX;

- TIPUHIHUI PO3PAaXyHKY T€HETHYHOTO PH3HKY, PEHATAIBHY IarHOCTUKY CHHAPOMIB.
Ha ocHOBI TeOpeTHYHUX 3HAHB 3 TEMH:
emimu.
- npu aHaii3l (EHOTUIy XBOPUX BHU3HAUUTH CHUMITOMOKOMIUIEKCY CHEHUGIUHI IS

CUH/IPOMIB 1110 BUBYAIOTHCS, 3aIPOTIOHYBATH METO/IU J1a00OPaTOPHOT IarHOCTUKY;

- TpOoaHANI3yBaTH POJIOBiJ, BHU3HAYUTH THUIN YCIAIKyBaHHS, PO3paxyBaTH TEHETHYHHMA

PU3HK.

2.2. IluranHs A9 nepeBipku 0a30BUX 3HAHB 32 TEMOIO ceMiHapy

1. 3arampHa XapaKTEPUCTHKAa MOHOTC€HHUX XBOpPOO 13 ayTOCOMHO-IAOMIHAHTHHM THIIOM

yCTaJIKyBaHHS, PO3PaXyHOK F'€HETUYHOTO PUBHKY.

2. Tlpuxknaau XxBOpoO 3 ayTOCOMHO-IOMIHAHTHUM YCIIaIKyBaHHSIM.

3. Cunmpom Mapdana, axonaporiazis. ETiosoris, maroreHes, KiiHiKa, J1arHOCTHKA,

MpeHaTajgbHa A1arHOCTUKA, BUBHAYEHHS T€HETUYHOTO PU3HKY.

4. 3aranbHa XapakKTEPHCTHKA 3YCTIJICHOTO 31 CTAaTTIO ycnaakyBaHHs. Knacudikarris.
3aranbHa XapaKTEPUCTUKA PEUECHUBHUX XBOPOO  3YEIIeHMX 3 X-XpOMOCOMOM,
PO3paxyHOK FeHETUYHOTO pu3uKy. [Ipukiaau cuHapoMiB.

6. Cunapom ¢parineHoi X-xpoMocomu. OcobauBocTi Mytarii. ®eHOMEH aHTHITUIAILI.
Kninika, giarHocTuka, npeHaTajibHa A1larH0CTUKA, BU3BHAYEHHS T€HETUYHOTO PU3HKY.

7. M’s3oBa muctpodis Jromenna-bekkepa. ETionoris, matorenes, KiiHika, 1iarHOCTHKA,
MpeHaTajgbHa A1arHOCTUKA, BUBHAYEHHS T€HETUYHOTO PU3HKY.

8. Menuko-reHeTHYHe KOHCYIbTYBAaHHS, ITPeHATaIbHA IIarHOCTUKA CUHAPOMIB

o

2.3. TecToBi 3aB1aHHs I NepeBipku 6a30BUX 3HAHD 32 TEMOIO MPAKTHYHOI0 3aHSATTSI.

3aBaanHs 1. MoxJIMBa o71Ha 200 KiTbKa MPAaBWJIBHUX BiMOBiIEH

1. T'eneTnuHMii pu3MK OyTH XBOPUM 2. JliBuMHKa XBOpa Ha reMoQinito
JUIsl CUHA XKIHKH, 5IKa € HOCIEM TeHy MO>K€ HApOJUTHUCS JIUILIE Y:
M’s130B01 aucTpodii [Jromena A. Terepo3urotHoi matepi i
CTaHOBUTD: 3/10pOBOro 6aThKa

A. 0% B. XBoporo 6aTbka

B. 10% C. XBopoi MaTepi

C. 25% D. T'erepo3uroTHoi marepi i
D. 50% XBOpOTo 0aTbka

E. 100% E. T'erepo3uroTHoi marepi



3. Husbkuii 3picT npu axoHapoIuIasii

00yMOBIIEHUI:

A. TlopymeHHSIM KalbI[ieBOTO
oOMiHy

B. AHOMAIII€IO PELENTOPIB JI0
dakropy pocty ¢idpobdracTiB

C. HemoctaTtHBOIO CEKpeIIi€ro
napaTropMoHa

D. Jedinurom TopMOHY POCTY

Cunnpom Mapdana

yCHAJKOBYETHCS:

A. AyTOCOMHO-JIOMIHAHTHO 3
HETIOBHOIO MEHETPAHTHICTIO

B. AyTOCOMHO-IOMIHAHTHO,
00MEXEHO CTaTTIO

C. AyTOCOMHO-pPELECUBHO

D. AyTOCOMHO-IAOMIHAHTHO 3
MTOBHOIO MIEHETPAHTHICTIO 1
PI3HOIO EKCIIPECHUBHICTIO

E. X-34uemniaeHo-AOMIHAHTHO

JliarHOCTHYHI KpUTEPIi CHHAPOMY

Mapdana:"

A. Mikpouedarnis, rinomirMeHTanis
IIKIpH, BIJICTABaHHS B
MICUXOMOTOPHOMY PO3BUTKY

B. Po3ymoBa BijcTamicTh,
MaKpOOPXUIU3M, By3bKe, JOBre
00y Ysi, MaCHBHE TI00P1Is,
nedhopMoBaHi Byxa

C. Bwucokuii 3picT, rineppyxjiuBiTh
cyrio0iB, MABUBUX
KpHUIITAuKa, aHOMaJIbHUI picT
3y0iB, Kio3, CKOIi03,
apaxHOJIAKTUIIIsI, aHEBpU3Ma
aopTu

D. IIporpecyroua m’si30Ba
cnaOKicTh, ceBaorinepTpodis
M’5131B

34ernUIeHo 3i CTaTTIo

yCIaJIKOBYIOThCS:

A. Cunapom ¢pariipHoi X-
XPOMOCOMU

B. Cunapom Knaiingpensrepa

C. MykoBicu103

D. AxoHapoma3is

E. Cunzpom Map(baHa

SIKi MeTOIn A1arHOCTUKHU CUHIPOMY

Maprina-benna? (kiabpka BipHUX

BiJIITOBIIEH)

A. MonexkyIsspHO-T€HETUHUHUN
aHaui3

B. BusnaueHHs piBHA (heHUIANAHIHY
B niepuepudHiii KpoBi

C. CHHAPOMOJOTTYHUIN aHATI3

D. lluToreHeTHyHUi aHaI3

E. bioximiunuii aHami3

XapakTepHi pUcCH pOJOBOIIB 3

ayTOCOMHO-JIOMIHAHTHHM THIIOM

yCIaJKyBaHHS:

A. CriBBiZHOIICHHS XBOPUX
YOJIOBIKIB 1 KIHOK B TIOITYJISIITii
11

B. Po3snonin o3Hak B poJ0BO/I1
NePEBaKHO 110 BEPTUKA

C. VYcnaakyBaHHS O3HaK 10
TOpPU30HTAII

D. CnopigHenuii nuio6

E. Bbarbkui XBOpOi TUTUHH SIK
MIPaBUJIIO 370POBI

Uu MOXkHa KaTErOpUYHO

CTBEP/DKYBATH, 110 HASIBHICTh TUTHKU

OJTHOTO XBOPOTO B POJIMHI BKa3ye Ha

HECITaJIKOBHI XapaKTep

3aXBOpIOBaHH:A?"

A. Hi

B. Tak

C. MoxnuBo

10. Yu ciin BpaxoByBaTH HasIBHICTD Y

XBOPOTO CHeHU(pIYHIUX CUMITTOMIB Ta
iX CIOJTydeHb JUIs A1arHOCTHKH
CHaJIKOBUX XBOPOO?

A. MoxIuBo

B. Tak

C. Hi

11. flka reneTHyHA 3aKOHOMIPHICTh

MOSICHIOE Ypa)KeHHS 0OTIThOX
oprasiB 1pu cuHapoMi Mapdana
(TIBUBUX KPHUIITAIHKA,
apaxHOJIAKTUIIIIO Ta MPOJIATIC
MITPaJIbHOTO KJIarany cepiis)?
MoaudikaiiiiHa MiHIUBICTb
[lepBunHa meiioTporis
B3aemoist HeanenbHUX reHiB
Bzaemois anenpbHUX TeHIB
Bropunna meitorpomnis

moow>

12. 'V xnonuuka 15 pokiB «nrammHe

00IMYYshy), BUCOKE TOTHYHE
nigHeOIHHS, TiHKomoAi0Ha TPy IMHA,
rineppyxJnBicTh Cyriao0is,
MiZBHUIIEHA EKCKPEI[isl OKCUIPOITIHY 1
IJ11K03aMIHOTIIIKAHOB 13 ceuero. Barr
arHos:

A. AXoHJpomiasis.



B. Myxkomnosicaxapuios.
C. Cunnpom Knaitadenbrepa.
D. Cunngpom Mapdana.
E. Cunnpom Ensapica.
13.V niBumHKM 12 pOKiB KapiHKOBICTh

BHACIIZIOK YKOpPOUYEHHS
MPOKCUMAJIBHUX BUIIUIIB KIHITIBOK,
130/1aKTHITIA, J0p/I03 B

MOTIEPEKOBOMY  BLAJUT,  BapycHa
nedopMariisi HIWKHIX KiHIIBOK. Llei
CUMIITOMOKOMIUIEKC  XapaKTEepPHHMA
TUTS:

A. Axonaporutasii.

B. Exrponakrumii.

C. Cunapomy [layna.

D. Cungpomy IllepemeBcbkoro —

Tepnepa.

E. AnpeHo-TeHITaIbHOTO CHHIPOMY.

14. 'V xnomuuka 14 pokiB BUCOKHI 3picCT,
acTeHIYHa CTaTypa, riIeppyxJIMUBICTh
cyrno0iB, JilikonoaiOHa TrpyauHa,
CIIOHTaHHUU IMHEBMOTOPAKC,
MIJBUIIEHA EKCKPEILlisl OKCUIPOJIIHY 1
[NIIKO3aMIHOIJIIKaHIB 13 cedelo.
Kapiotum 46, XY. Bam niarao3:

A. Tanakrosemis.

B. ®eninkeronypis.

C. MykoBicuiu103.

D. Cunapom Mapdana.

E. Cunnpom Knaitndensrepa.

15. JIo MeIMKO-T€HETHYHOTO LEHTPY
3BEepHyJacs CiM’s Yy 3B’SI3Ky 3
PO3YMOBOIO  BI[ICTAIICTIO Yy JBOX
cuHiB. Y ciM’1 TakoX JB1 3I0POBI
MIBYMHKH. Y XJIOIMYUKIB IIOJOBXKEHE
00aMYYs, MaKpOOTis,
MaKpOOPXiTH3M. ITpo KU
HaWBIpOTIHIIINN J1iarHO3 HEOOX1THO
MOAyMAaTH B MEPILY yepry?

A. OeHUTKEeTOHYDIS.

B. Cungpom [layna.

C. Cunnpom Knaiingensrepa.
D. ®parinpHa X-xpoMocoMma.
E. Cunapom Mapdana.

16. liaruo3 M’S130BO1 muctpodii
Jlro1IeHHA CTaBUTHCS Ha MiACTaBi:

A. Bu3HaueHHs KoHLeHTpallii ioHiB Na
1 Cl B mori.

B. XapakTepHOi ~ HEBPOJIOTIYHOT
CUMITOMATUKH 1 BHU3HAYEHHS PIBHSI
kpeaTuHpocPoKiHa3M B  CHPOBATIII
KpOBI.

C. Pesynbraris TiCTOJIOTIYHOTO

JOCIIHKEHHS.

D. XapakrtepHoro ¢eHotunmy i
BU3HAYCHHS PIBHA IJIIKO3aMIHOTIIKAHIB y
cedi XBOpOTO.

E. TeHeanoriyHoro mOCHDKEHHA 1

BHU3HAYCHHS KOHIICHTpaIlil
aMIHOKHUCJIOT B Cedi i KpOBi1 XBOPOTO.
17. Ins arHOCTUKHA CUHIPOMY
¢dparitbHOT X-XpoMocoMU
BUKOPHCTOBYIOTh METO/IH:
A. [ToptpetHa JIarHOCTHKA,
KaplOTUITYBaHHS.

B. [TopTtpeTtHa giarnocTuka, 610XiMI4H1
meroan, JIHK-niaraoctuka.

C. T'eneanoriyauii MeTOJ, MOPTPETHA
JI1arHOCTHKA.

D. KapiotunyBanss, JAHK-
JIarHOCTHUKA, TIOPTPETHA JIIarHOCTHUKA.
E. [ToptpeTHa JIarHOCTHKA,

010XIMIYHUIA METOJI, KapIOTUITYBAHHS.



Bipni Binnosini. 1-D, 2-D, 3-C, 4-D, 5-C, 6-A, 7-A,C,D, 8-A,B. 9-A, 10-B, 11-B, 12-D,
13-A, 14-D, 15-D, 16-B, 17-D

I11. ®opmyBanHs npodeciiHUX BMiHb, HABUY0K

3.1. Mepesik HaABYATLHUX MPAKTHYHHUX 3aBJaHb, AKi HEOOXiJTHO BUKOHATH IiJ Yac
NPAKTHYHOI 0 3aHATTH:

Po6oTa 1. IIpoananizyBaru i onmcatu (eHOTONM XBOpUX Ha (hortorpadisx, chopMymoBaTu
MOTIEpEIHIM MiarHo3, 3alpONOHYBATH METOIM JIAOOPAaTOPHOI AIarHOCTUKHU. 3amporioHyBaTh
METO/IM MTPEHATAILHOT T1arHOCTUKH

PoGora 2. IlpoananizyBaT poJ0OBOAM XBOpUX. Bu3HauumTH reHoTunu npobdaHga 1 ioro
ponnuiB. Po3paxyBaTu reHeTUYHUI pUBHK.

Po6ota 3. BinmoBicTH Ha TECTOBI 3aITUTAHHS.

1. V xmomuuka 15 pokiB «ITalvHe 00IMYUs», BUCOKE TOTHYHE MiMHEOIHHS, TIHKOMO110Ha
IpylMHa,  TINeppyXJMBICTh  CyrJo0iB,  MiIBHILIEHA  EKCKpelLisi  OKCHUIIPOJIHY 1
TJIIKO3aMIHOTJIIKAHOB 13 cedero. Banr miarHos:

A. AxoHzporuiasis.

B. Myxkomnomicaxapuao3.

C. Cunapom Knaiindensrepa.

D. Cunapom Mapdana.

E. Cungpom Ensapaca.

2. Y niBuMHKH 12 pOKIB KapJIMKOBICTh BHACTIAOK YKOPOUYCHHSI MPOKCUMAIBHUX BIIUTIB
KIHI[IBOK, 130/IaKTHIIIsI, JIOPZ03 B TOIMEPEKOBOMY BiIILIl, BapycHa aedopmailis HIDKHIX
KIHI[IBOK. L[eif cHMITOMOKOMITIIEKC XapaKTEPHUM JJIs:

A. Axonaporuiasii.

B. ExTponaktuimii.

C. Cungpomy JlayHa.

D. Cunnpomy llepemescbkoro — Tepuepa.

E. AnpeHo-TeHITaIbHOTO CHHIPOMY.

3. Y xmnonuuka 14 pokiB BHUCOKHH 3pICT, acT€HIYHa CTaTypa, TiNeppyXJIUBICTh CYrio0iB,
niiikonoibHa TpyAMHA, CIIOHTAHHWIA MHEBMOTOPAKC, MIABUIIEHA EKCKPEIis OKCHUIIPOIIHY 1
rJTiKo3aMiHOTITIKaHiB 13 ceuero. Kapiotun 46, XY. Bam giarnos:

A. TanmakTo3emis.

B. ®eninkeronypisi.

C. MykoBicuuo3.

D. Cunnpom Mapdana.

E. Cunnpom KnaitndensTepa.

4. J1o MeTMKO-TeHETUYHOTO LIEHTPY 3BEpHYJIACS CiM s y 3B 3Ky 3 PO3YMOBOIO BIICTATICTIO
y JABOX CHHIB. Y ciM’i TakoX IBi 3M0pOBI MIBYMHKU. Y XJIOMYUKIB MOJOBXKEHE OOIMMYYS,
MakpooTis, MakpoopxinuszM. [Ipo skuil HalBIpOTiIHIMIKK TiarHO3 HEOOXIAHO MOJyMaTH B
nepury yepry?

A. OeHUTKETOHYDIS.

B. Cunnpom Jlayna.

C. Cunnpom Knaiingensrepa.

D. ®parinpHa X-xpoMocoMma.



E. Cunnpom Mapdana.

5. liarHo3 M’s130B01 auctpodii J{romeHHa cTaBUThCS Ha MICTaBi:

A. Buznauenss konnenrtpanii ioni Na i Cl B mori.

B. XapakTepHoi HEBPOJIOTIYHOI CHMITOMATUKY 1 BU3HAUEHHS PiBHS KpeaTHH(]ochokinazu

B CHPOBATIIi KPOBI.
C. Pe3ynbraTiB TiCTOJIOTIYHOTO AOCTIHKCHHS.

D. XapakrepHoro ()eHOTHITY i BU3HAYCHHS PIBHS TJIIKO3aMIHOTIIIKAHIB y Cedi XBOPOTO.
E. 'eHeanoriyHOTo JOCIIKEHHS 1 BU3HAYEHHS KOHIIEHTPAIlil aMiHOKHCIIOT B cedi i KpoBi

XBOPOTO.

6. 11 11arHOCTUKY CUHIIPOMY (ppariibHOT X-XpOMOCOMH BUKOPUCTOBYIOTh METOIH:

A. TlopTpeTHa AlarHOCTHKA, KApIOTUITYBaHHSL.

B. Tloptpetna miarHoctuka, 6ioximiuni meroau, JJHK-giarnoctuka.

C. I'eneanoriuHuii MeTOJ1, NIOPTPETHA JIIarHOCTHKA.

D. KapiotunyBanus, [IHK-niarnoctuka, mopTpeTHa AiarHOCTHKA.
E. IloprpeTHa niarHocTuKa, 610XIMIUHUN METOJI, Kap1OTHUITyBaHHSI.

Po6ora 4. Hwxkye B Tabnuii cnpaBa mepepaxoBaHl KIiHIYHI cuTyanii. Bkaxits, ki 3
NepepaxoBaHuX 3J1iBa FTEHETUYHUX TEPMIHIB HalKpallle BU3HAYAIOTh iX.

Kiiniuni curyartii

['eneTnyni TepMiHN

1. PetnnoOacroma (OHTOTEHETUYHUN CHHJIPOM 3J10SIKICHA
MyXJIMHA CITKIBKH OKa) —ayTOCOMHO-/IOMIHaHTHa XBopoOa. Y
40JIOBiKa HeMae peTtuHoOmactomu. [Ipote fioro 6aThko 1 JBi
JIOYKH XBOPI1

2. Ilpu 6ynp03HOMY emigepmotizi (OyIp03HI 3MIHHM MIKIPH 1
CIIM30BUX) OIKMCAaHI ayTOCOMHO-IOMIHAHTHI 1 ayTOCOMHO-
peniecuBHi popMu

3. @eHiIKETOHYpPisT B OUIBIIOCTI BHUMAIKIB 00yMOBIEHA
MyTalli€to reHa (eHutaganin-4-riIpokcuiasu. Y reHl OmucaHo
Oitprie 250 wmyramiid, SKi  OOYMOBIIOIOTH  PO3BUTOK
3aXBOPIOBAHHS

4. B ciM’i y 6aTbka TUIIOBA €KTPOJAKTHIIIS 3 ypaKEHHIM
TUIBKM TPaBOi KUCTi (KUCTh Mae (POpMy «KIIILIHI PaKy»), y
JIOYKH YpakKeH1 YOTHPHU KIHIIIBKU

5. Tpu pi3HI 3axBOpIOBaHHA (CHiHAJIBHO-OYyIBOApHA
amiotpo¢is KeHHeni, CHHAPOM TeCTUKYJSpHOI (pemiHizamii 1
oJiHa 3 popM OE3IUILAHOCTI y YOJIOBIKIB) 00YMOBIIEHI PI3HUMHU
MYyTalliIMHA OJTHOTO 1 TOTO K T€Ha — I'eHa, 1110 KOJy€e pEelenTop
1o anjaporenis (Xql1.2-912)

A) JlokycHa reTeporeHHiCTh

B) Bapiroroua
€KCIIPECHUBHICTh

C) HenoBHa neHeTpaHTHICTH
J1) AnenbHa reTeporeHHICTh

E) AnenbHi cepii




Bipwi Bignosini: 3aBnannsa 1. 1-D, 2-A, 3-D, 4—D, 5—B, 6-D.
3aBaanns 2. 1-C, 2-A, 3-11, 4-B, 5-E

3.3.Pexomenaanii (iHcTpyKirii) 111010 BUKOHAHHS 3aBJIaHb
[Tpu BUKOHaHHI 3aBJIaHb BUKOPUCTOBYIUTE HACTYITHY iH(MOPMAITIFO.

AyTOCOMHO-I0MiHAHTHI 3aXBOPIOBAHHA

AyTOCOMHO-ZIOMIHAHTHI O3HAaKM — O3HaKW, $SKI (EHOTUIIIYHO BUSBISAIOTHCA B
reTEPO3UTOTHOMY CTaHi, TOOTO JIOAWHA, SKa Ma€ HOPMAJbHUW ajleb 1 TMaTOJIOTIYHUN
MYTaHTHUH ajienb reHa, Oyae xBopa. ['eH 3axBOpIOBaHHS B IIbOMY BUIIAJKY MO3HAYAETHCS A,
HOpPMaJIbHUH ajielib TeHa a. ['eHoTun XBoporo yacriuie Aa, piame AA; TeHOTHI 3/10pOBOTO aa.

JI1st ayTOCOMHO-TOMIHAHTHUX 3aXBOPIOBAHb XapaKTEPHO TaKe:

1. ¥V pomoBozi y XBOpOi AUTHHH, K MTPABUIIO, XBOPUH OJMH 3 OATHKIB; 0COOM 000X cTaTei
XBOPIIOTh 3 PIBHUM CTYIEHEM BIPOTIJHOCTI; BiJ XBOpPOro OaTbka XBOpOOy yCNaJIKOBYIOTH 1
XJIOMYMKH, 1 AIBUaTKa. [leTanbHa XapakTepucTHKa poJI0BOIy IpuBeeHa y po3aiii 4.2.1.

2. HapomxeHHs XBOpOi AUTHHU Yy 3I0pOBUX OaThKIB IOB’S3aHE 13 HIOMHO BUHUKIIOIO
MyTaitiero. OcoOIMBO XapaKTepHA TaKa CHUTYAIlis JUIS TSDKKUX 3aXBOPIOBAHb 13 3HIDKCHHSIM
PENpOAYKTUBHOT 34aTHOCTI (MMPAKTUYHO BCl BUMAJAKH B TOMYJAIIl € pe3yabTaTOM HOBUX
MyTaIlii). BiporiiHicTh BUHUKHEHHSI TaKOi K MyTallii ykpaii HU3bKa 1 B ciM’1 3a3BU4aii OyBae
TUTBKHM OJTHA XBOpa NWTHHA. ['eHH1 MyTaIllii yacrime BimOyBalOThCs MPU CIIEpMaTOreHe31, HiK
MIPU OBOTEHE31, 1 BIPOT1AHICTH iX MIJIBUIYETHCS 3 BIKOM OaThKa.

3. JleranpHa i TeHa B TOMO3WUTOTHOMY cTaHi. Hampukiaza, y romo3urot (AA) 3a reHOM
aXOHJIPOIUIa3il TSHKKI aedopmallii ckeneTa MPUBOAATh JI0 3aruOeli o a B eMOpiOHAIBHOMY
mepioJi, 1 BCl XBOPi 3 aXOHAPOILIA3i€l0 TUIbKU T'eTepo3uroTHi (Aa). JleTaabHICTh TOMO3UTOT
omnMcaHa npu OpaximakTuiii, cuaapomi Mapdana ta iH.

2. HenoBHa mneHerpaHTHICTh r'eHa. [leHeTpaHTHICTP — YacToTa ()EHOTUIIUYHOTO MPOSBY
reHa B MOMyJIAIii ocOOWH, sIKi € Horo HOCIIMU. BupakaeTbcsl y BIICOTKaX OCOOWH, Y SKHX
(dakTUYHO 11l reH BUSBISEThCA. Hampukiaa, MeHETPaHTHICTh MOJIAAKTHIIL, YCHaAKOBaHOI
ayTOCOMHO-JIOMIHAaHTHO, CTaHOBUTH 65 %. lLle 3HauuTh, Mo 3 100 4YONIOBIK, AKI MalOTh
JOMIHAaHTHUH I'eH 3aXBOPIOBaHHS, 65 OynyTh XBOpi, a 35 — 310poBi. HeroBHa neHeTpaHTHICTh
reHa TOSICHIOETHCA BIUIMBOM T€HIB-MOAM(DIKATOPiB, X04a I MOJIEKYIApHI MEXaHI3MU Y
KOXXHOMY OKpPEMOMY BUTIAJIKy HE 3aBXKIH BUBYCHI.

3. Bapiroroya eKCHpecUBHICTb 3aXBOPIOBaHHsA. EKCHpecHBHICTP — IHIUBIAyaJlbHA
BapiaOeNnbHICTh MPOSBIB 03HAKU y Pi3HUX XBOpUX. [IpH 1yke HU3bKIA €KCIPECUBHOCTI TeHa
CTepTi KIiHIYHI (OpMHU XBOpoOM MOXKYTh HE JIarHOCTyBaTHcCs, a00 HasBHI O3HAKU HeE
OB’ SI3YIOTH 13 3aXBOPIOBAHHSAM, ITI0 NepeaeThes B ciM’i (puc. 6.5). Tak, KIIHIYHUMH O3HAKaMU
cuHapoMy Mapdana, sSKuil B LbOMY BHUMAJIKy HE 3aBXIU PO3IMI3HAETHCSH, MOXYTb OYyTH
acTeHIYHa CcTaTypa, CKOJI03, MiOTis, a EIMHUM MIHIMATbHUM KJIIHIYHUM MPOSBOM MIOTOHIYHOT
auctpodii Moxke OyTH KaTapakTa abo MOpYIIEHHs cepleBoi mpoBiaHocTi. TlomikicTo3 HUpOK
(topocnuil THN 3 ayrOCOMHO-JOMIHAHTHUM THUIIOM CIAJKYBaHHS) MOXE y OJHHX XBOPHX
BUSIBIISITHCS PAHHBOIO HHMPKOBOIO HEAOCTATHICTIO, @ y IHIIMX B TOMY X BIlli — TUIBKU
rinepreH3iero npu 30epexeHH1 HOPMaIbHOT (PYHKI[IT HUPOK.



TSOKKICTH  KIIHIYHUX TPOSIBIB ayTOCOMHO-JOMIHAHTHMX CHHJAPOMIB Yy pa3i Bapilorodoi
€KCIIPECUBHOCTI Y HAMAKIB, SIK TIPABUJIO, HE 3aJICKUTH BiJl TSKKOCTI 3aXBOPIOBAHHS Y OaThKiB
1 MOe OyTH SIK TSXKYOIO, TaK 1 JIETTIOO.

4. TInefoTpONHICTh — BIUIMB OJHOTO I'€HAa Ha PO3BHTOK KUIBKOX O3HAK, IO KJIIHIYHO
BUSIBIISIETBCS YPAXKEHHAM 0araTbOX OpraHiB.

5. Pusuk HapopKEHHS XBOPOi JAUTHUHH B CiM’1 BH3HAYa€ThCS TEHOTUNOM OarbkiB. [Ipm
MOBHI{ TIEHETPAHTHOCTI T€Ha BIPOTIAHICTh YCIIaJKOBYBATH 3aXBOPIOBAHHS BiJl XBOPOTO OaThKa
(Aa) nopisaroe 50 %., siko xBopi oOuaBa 6aTbku (Aa) — 75%. Skmo 6aThbKu XBOPOT TUTHHU
310pOBi (T€HOTHUII aa) 1 HAPOHKEHHS XBOPOi TUTHHU TIOB’sI3aHE 13 3HOBY BUHUKJIOIO MYTALI€IO,
MOBTOPHUI PU3MK HAPOKEHHSI XBOPOTO HU3BKUH 1 BIAMIOBIAA€E MOMYIAMIMHIA YacTOT1 TAaHOTO
3aXBOPIOBAHHS.

HapopkeHHs KUTbKOX XBOPUX JIITEH Y 3I0pOBOT JIFOJUHU MOYKE MOSCHIOBATHUCS:

— HETOBHOIO MIEHETPAHTHICTIO T'eHa. B 11boMy BUMa Ky KJIIHIYHO 30pOBa JIOAMHA € HOCIEM
MaTOJIOTTYHOT'O JOMIHAHTHOTO reHa 1 Mae 50 % BIpOT1IHOCTI epeAaTy el T'eH OTOMCTBY;

— HU3BKOIO €KCIPECHBHICTIO T€HA, 3aBMIAKH fAKIM XBOpoOa MOke HE poO3IMi3HaBaTHCS 0e3
LUIECTIPSIMOBAHOTO JIETAIBHOTO OOCTEXKEHHS;

— TOHAJIHUM MO3Qillu3MOM. B 1IbOMY BHITaJIKy B CTATEBUX 3QJI03aX € IUTUH KJIOH KJIITHH 3
T€HOM MYTaHTa 1 MyTaIlito Hece He O/IHa, a baraTto ramer;

— MPEMYTAaHTHUM CTAHOM TIeHa, SIKHH peani3yeThCs B MOBHY MYTAIlIIO0 IPHU MPOXOIKEHH1
yepes raMeToreHes, sk, HanpukJiaj, y pa3i XBOpoO reHHUX eKCIIaHCIH.

OcHOBHI /1aH1 TIPO JIesIK1 MTOIITMUPEH] ayTOCOMHO-JOMIHAHTHI 3aXBOPIOBAHHS MiICYMOBaHI1 B
TaOJIUIIIL.

Tabauys
MoHoreHHi XBOPOOH i CHHAPOMH 3 AyTOCOMHO-IOMIHAHTHUM THIIOM CIIAIKyBAHHS

(uacrotum 3a C. 1. Ko3inoBow i coaBT., 1996 i H. I1. boukoBum, 2001)

Ha3zsa cunapomis | YHacrora B | Jlokamizaris MiHiMaJIbHI JIarHOCTHYHI O3HAKU

ab0 xBOpoO OIS reHa

(Ne y OMIM)

Armiepa cuHAPOM 1:160000 10926 Axpomuedaris, Mikpotedartis,
(101200) CHUHJIAKTHIIiSl IPYTOTO—I1 SITOTO MaJbIIiB,

TSDKKa PO3yMOBa BiICTANICTh

. KapnukoBicTs, 0o0ymoBIIeHa
AXxoHapornuiasis 1:100000 4p16.3 YKOPOYEHHSIM MPOKCUMANIBHUX BIAJLIIB
(100800) KIHIIIBOK, crienupidyHe o0nuyus
Mapddana cuagpom | 1:10000 15g21.1 ACTEHIYHA  CTaTypa,  TOJIOBKECHHS

TIACTAJIBHUX BIIILIIB KIHIIIBOK,

(154700) 1:15000

MITpPAJIbHOTO KJIanaHa, MioIIis.

apaxHoJaKkTuIisA, aedopmariiss rpynHoi
KIIITKH, XpeOTa, JuiaTtaiis aopTH,
aHeBpU3Ma aopTw, poJiarc




MioToHIYHa
aucTpodist
(160900)

Hetipodibpomatos
I tuny (xBopoOa
Pexminrxaysena)

(162200)

[TomikucTO3 HUPOK,
JTOPOCIUN TUIT

(173900,
173910)

CHuHIaKTAIIA
Tun I (185900)
Tun 11 (186100)

TMomipgaxTuiis

— MOCTaKcialbHa
tun A3 (607324)
tun Al 1B
(174200)

— IpeakciajibHa
tun [1(174500)
tun [V(174700)

1:7500
1:10000

1:3500
1:4000-

VY 50-70% wnoBa
MyTaIlis

1:2500-1:3000

1:630-1:3300

19913.2-gq13.3
(xBOpoOa
TCHHUX
EKCITaHCIi)

17q11. 2

16p13.3-
p13.12 (tum I)
4921-q23 (Tum
)

2034-q36 (Tun
1)

6021-923.2

( Tum IIT)

19p13.2-p13.1
(T A3) 7p13
(tum Al 1 B)

7936 (tum II)

7p13
(tum IV)

MioToHis, M’30Ba ClIa0KICTh, M’s30Ba
aTpodis i napesu CKeJIEeTHOT
MYCKYJaTypH, MEePEBAXHO IUCTATHLHUX
BIJUIUTIB KIHITIBOK 1 00JTUYYsI, KaTapaKTa,
KapaioMiomaris, SHJIOKPUHHI
MOPYIIEHHS, PO3YMOBA BiJICTAIICTh

JloOposiKicCHI ~ MHOXHMHHI ~ IYXJIMHU
nepu@epuyHuX HEPBIB, 30POBUX HEPBIB.
JlacTOBHHHS, NITMEHTHI IUIIMUA KOJIBOPY
«KaBU 3 MOJIOKOM» Ha IIKIpi: y JiTeH He
MeHIIe 5 (J1iaMeTp S MMm), y JOPOCIHUX HE
MeHite 6 (miametp 15 mm).

JlBocTopoHHe  30UTBIIEHHS  HHUPOK,
MPOTEIHYpis, reMarypis, Mporpecyroua
HUPKOBA HEJIOCTATHICTh

3polieHHs NajabIiB YaCTKOBE a00 TTOBHE

JonatkoBi manbili 3 OOKYy MI3HHISA
(mocrakcianbHa) abo 3 OOKY BEIHUKOTO
nanblis (MpeakciaabHa)




ayTOCOMHO- " .
peICCHBHI ; 9034.2-q34.3 KJIanaHa. YpakeHHs ouel, 3y0iB
3uerienl 3 X- 11H.

XpOMOCOMOIO

bopmu

KucTs i cTona y ¢popmi KIiiHi paky

ExTponakrumis 1:90000 I'enetnuno
reTeporeHHe
3aXBOPIOBAHHS
[Topymenns CUHTE3 KOJIareHy.
Tenerirano Finré JUBICTH 1 3§I/I‘{Hi BI/IBI/IX}II/I
Enepca — I[aHJIO 1:5000 reTepOreHHe ppyX . . .
cyrno6iB, aedopmariii rpyaHOT KIITKH 1
CMHIPOM - : 3aXBOPIOBAH- . . .
. (Bci popmu) xpebta. MHOXMHHI pyOli Ha MWIKIipi,
OTIMCaHi HS, KapTOBaHO | . . . .
; TImepPO3TSIKHICTS, KPUXKICTh i
ayTOCOMHO- 14 renis . S
. . KPOBOTOYMBICTh  INKIPU; BAapUKO3HE
JOMIHAHTHI,

17921.31-022 | po3mmpeHHS BEH, MPOJIATIC MITPAITBHOTO

Axonapomaasis  (OMIM 100800). AyTOoCOMHO-IOMIHAHTHE 3aXBOPIOBaHHS, IO
xapakTepu3yerbcsi 100%-10 TEHETPaHTHICTIO 1 JETaNbHICTIO it romo3uroT. 80-95 %
BUIAJKIB 00YMOBJIEHI HOBUMHU MYTallIsIMH, SIKI YacTille BiAOYyBalOThCS MpPH ClIEpMaTOreHesl.
Yacrora nomysnii 1:100.000, cniBBinHomeHHs crateit M1 : XK1.

XBopoOa € pe3yapTaToM MyTalliid reHa perentopa dakropa pocry pidpodnacrisB — FGFR3
(fibroblast growth factor recpetors), sikuii TokanizoBanuii Ha 4p16.3. [nmii Mmyrarii Toro  reHa
MIPU3BOJATH JI0 PO3BUTKY TIOXOHIPOTUIA3ii 1 TAHATO(OPHOT KAPIMKOBOCTI (aJIenbHa cepis)

Xapaxmepni KniniuHi o3naku axonoponaaszii. XBopoda Moxke OyTH JIarHOCTOBaHA MpHU
Hapo/PKEeHHI. Y HOBOHApO/DKEHHX Makpouedatis, 3pict 46—48 cMm, yKOpOUYSHHS KIHI[IBOK 3a
paxyHOK IMPOKCUMAJIbHUX BiJAUTIB, HAAMIPHI IIKIPH1 CKJIAJKX HA IJIYi 1 CTErHl, KUCTI ITUPOKi
1 KOPOTKi, Majblli PO3TalloOBaHl y BUIIIAI TpU3yOIs, yacto i3omaktuiis . [licims toro, sk
IUTHUHA T[IOYMHAE XOAUTH, (OPMYETHCS BHUPAKEHHH TMONEPEKOBHM JIOpA03 1 BapycHa
nedopmarlisi HWKHIX KIiHIIBOK . [liTM BiACTalOTh B MOTOPHOMY PO3BHTKY, IHTEJIEKT
HOpMasTbHUE. Y mopociux 3picT 120—130 cm, cnenudivyHa «BHCKOOJICHE JIOKEIKOI0» 00T
Makpoledais, BUCTyIarwdi 100081 ropOH, Ciytonoai0HUN Hic, TPOrHaTHU3M y nopociux. [Ipu
3BYKEHHI XpeOeTHOro KaHajdy MOJKJIMBE 3/aBIIEHHS CIMHHOTO MO3KY 1 BiAMOBigHA
HEBPOJIOTIYHA CUMIITOMATHKA. TPUBANIICTh )KUTTS HE 3HUKEHA.

XapaKTepHi 3MIHH Ha pCHTFeHOFpaMiZ SMCHIICHHA HNOTWJIWMYHOI'O OTBOpPY, CTCHO3
CIIMHHOMO3KOBOI'O KaHaJly, YKOPOYCHHHA 1 CTOBIICHHA TPY6‘IaCTI/IX KiCTOK; pOSFOpHYTi Kpuia
KJIY6OBOI KiCTKI/I, HOKpiBJ’IH BCPTIIOKHUX 3allaIlUH CIIJIOIICHA.

JliarHoCTHKa MOPTPETHA, PEHTI €HOJIOTIUHA.
JIikyBaHHSI CUMIITOMaTH4YHE, OCTAHHIMU POKAaMHU 3allPOTIOHOBAaHA OPTONEIMYHA KOPEKIIis.
I'enemuyunuit puzuk 11 noromctsa 50 %, K10 XBOpUN OJIUH 3 OaTHKIB.

Ilpenamanvna Oiaznocmuxa: BU3HAYEHHS JIOBXKMHHU TPyO4acTHUX KICTOK B 24-26 THX
BariTHOCTI (YKOPOYEHHSI CTErHOBOI 1 IUIEYOBOI KICTOK); MPU HEOOXiTHOCTI MOJEKYISPHO-
reHEeTHYHA J1IarHOCTHKA.




Cunapom Mappana (OMIM 154700) — cnagkoBe 3aXBOPIOBAHHS CHOJIYYHOI TKAHUHH.
CunzppoMm xapakrepusyerbcs NpakTUYHO 100%-10 TEHETPAHTHICTIO, PI3HUM CTYIIEHEM
€KCIIPECUBHOCTI, JICTAIBHICTIO JJISI TOMO3HIOT.

VY eBpormelichkiii momynsiii yactora ckiuamgae 1:10000—1:15000, cmiBBigHOIICHHS cTaTei
MI1:K1. Yacrime xBopoba ycmajakoBYeThCS Bim XBoporo Oarbka, B 25-30 % BumaakiB
3aXBOPIOBAHHS € PE3yJbTATOM HOBOI MyTaIlil.

B GinpImocti BUMaIkiB 3aXBOPIOBaHHS 00YMOBJICHE MyTaIli€ro B reHi 0inka ¢iopuniny (FBN
1), saxuii 7nokami3oBaHWid B JoBromy tiedi 15 xpomocomm (15q21.1). P@ibpunin —
TIIKOTPOTEi, M0 BXOAWUTH JO CKJamy CIOJYy4HOI TKaHWHH. BiH 3HaXomuThCcs B
MDKKJIITHHHOMY MAaTpHKCi, XpsllaxX, CTIHKaX CYAWH, KPUIITAIMKY oka Ta iH. llopymeHHs
cuHTe3y (HiOpMITiHY MPU3BOAUTH J0 TIMEPPO3TSHKHOCTI CMOIYYHOT TKAHWHU 1 0arato B YOMY
MOSICHIOE ~ XapaKTepH1 O3HAaKM XBOpoOW. 3HailleHO TOpYIIeHHS OOMIHYy KHCIUX
MyKoToJicaxapy/iiB (IJ1IKO3aMIHOTJIIKAHIB), 0 MPU3BOAUTD JI0 iX HAKOTIMYEHHS B OPraHi3Mi 1
HaJMIpPHOTO BUIUIEHHS 3 ceueto. [lopyiyeTbcss 0OMIH OKCUIIPOITIHY — ICTOTHOTO KOMIIOHEHTA
KOJIareHy, IKMH TaK0oX Yy BEJIMKIM KUIbKOCT1 BUJUISIETHCS 3 CEUEIO.

Kninika. OCHOBHUMM KJIIHIYHUMH KpUTEPISIMU CUHIIpOMY Mapdana €:

1. CkenerHi aHoMaiii. XapakTepHl O3HaKU: BUCOKMH 3pICT, acTEHIYHa CTaTypa,
JIOJIIXOCTEHOMEITiST (HEMPOTOPIIIAHO JTOBI1 PYKH 1 HOTH), apaxHOJAKTHIIIs,, BOPOHKOIOAIOHA
abo kimpomoaiOHa  gedopmaris TPYAHOI  KIITKH, Ki(OCKOIIO3, IIOCKOCTOIICTb,
nodixonedainis, By3bKUI JUILOBUIM CKeJeT («IITallMHe» OONUYYsl), «TOTUYHE)» I1THEOIHHS.
Crioctepiraerbes TIMEPPyXJIMBICTh CYriao0iB. M’si3u 9acTo BIACTaIOTh B POCTI Bil CKelera,
pO3BHUHEHI cl1abo0.

[Mpuknaam TecTiB, MO JO3BOJIIOTH BH3HAYMTH XapaKTEPHI O3HAKH YPaXKEHHS OIOPHO-
PYXOBOTO amapary, NpeACcTaBIeH] B TAOJIHUIII.

Tabauys
HiarnocTu4ni Tectu npu cunapomi Mapgpana
Kniniuna o3Haka Tect
JlonixocTeHoMeTis CriBBiIHOIIEHHS JIOBKUHH KHCT1 0 3pOCTy, momMHokeHe Ha 100 %,
>11%

CriBBIAHOILIEHHS OBXUHU CTOIHU JI0 3pOCTy, omMHOxkeHe Ha 100 %,
> 15%

Pi3HMIIS MK BETUYMHAMU PO3Maxy PYK 1 3pOCTOM > 7 cM

ApaxHOAaKTUIIA Benukuii maneup Jerko yKIalaeTbes YIONEPEK JIOJIOHI 1 B LIbOMY
MOJIO’KEHHI BUCTYIIAE 3a ii yJIbHapHUN Kpait

JloBk1Ha cepeTHhOTO MambIlsd KUCTI nepeBuirye 10 cm

HaHieHT JIETKO OXOILIIOE 3am’ ICTOK Mi3I/IHI_IeM 1 BEJINKUM naJblIcM

['ineppyxJuBiCTH Benukwuii nanerp TopkaeThCs Mepeauigys Ipu 3rMHaHHI 3a1’ ICTKa

cyrio0iB )
yt [TacuBHE po3ruHaHHA Mi3UHIA Ha 90°

[TepeposruHanHs 000X JTIKTHOBUX 1 KOJIHHUX CYTTI00IB OLIBINT HIX HA
10°

JlopcanbHe 3TUHAHHS CTOMH Ouibine 45°




2. YpaxkeHHsl CepleBO-CYAMHHOI CUCTEMHU. XapaKTepHi MpoJjanc MIiTpajbHOTO KIaraHa,
PO3IIMPEHHST BUCXITHOI aOpTH, poO3IIapoBaHa aHEBpH3Ma aOpTH. PoO3puB aHeBpU3MH €
HAYacTIIIO MPUYUHOIO PAHHBOI CMEPTi XBOPHX.

3. [TaTomoris 30py. Yacrimie criocTepiraeTbest MIOIisl YHACTIIOK 30UThIICHHS TOBKHHH
OYHOTO S0TyKa, aine MoXJmBa rinmepmeTporris. CradKicTh 3B’ SI3KOBOTO anapary
KPHIITAIMKA PU3BOUTH JI0 HOTO MiABUBHUXY 200 TIOBHOTO BHUBHXY (IMCIIOKAIIiS
KpHUIITAIHKA). J{MCITOKALlis KPUIITATUKA MOKE CYITPOBOJDKYBATHCS TPEMTIHHIM
paiiyxHoi o6osoHkH (ipumogoHe3). PO3BUBaIOTHCS BTOPMHHA TTIAyKOMa, BiIIapyBaHHS
CITKIBKH, KaTapakra. XapaKTepHi royoi CKIepH.

4. IHu1 KIHIYHI TPOSBHU BKIIIOYAIOTh eM(I3eMy 1 CHOHTAHHUN MTHEBMOTOPAKC 33 PaxXyHOK
pPO3pHUBY JIET€HEBUX «Oy/uD» (YacTilie y TOPOCIUX), TacTPONTO3, NUCKIHE31l0 ILTYHKOBO-
KHILIKOBOTO TPaKTy, HE(POIITO3, CTETHOBI, MaxoBl 1 AladyparMaibHi IPHK], TIIOIUIA31I0 M S31B 1
MIMWKIPHOT KIITKOBUHH, M S30BY TIOTOHIIO, CTPUi Ha LIKIP1, pO3LIMPEHHS TBEPA0T 000JOHKU
CIIMHHOTO MO3KY B TIONIEPEKOBO-KPHKOBOMY BIIJILTI Ta 1H.

5. IlcuxoHEBPOIOTIYHI MOPYLUIEHHS MOXYTh BKIIIOYATH MiJBUIIEHY HEPBOBY 30YIUBICTS,
ACTEHOHEBPOTUYHHM CHHIPOM, EMOLIITHO-BOIbOB1 MOPYILIEHHS.

CepenHs TpUBAJICTD KHUTTS XBOPOTO BUBHAYAETHCS CTYIIEHEM YPaXKEHHS CEpLIeBO-CYAUHHOT
cucteMud. BoHa 3Ha4HO 301ThIIMIIACS 32 OCTaHHI POKHM 1 CTAaHOBHUTH ONM3BKO 45 pokiB. 3a
HOPMaJIbHUX YMOB ITpalli 1 BIAIOYMHKY XBOP1 MOXKYTb KUTH JI0 TITMO0KOT CTapOCTI.

Jliacnocmuka TPyHTYETHCSl HA BUBYCHHI CIMEHHOTO aHAMHE3Y, XapaKTepHOMY
(heHOTHIII XBOPOTO, JAHUX KAPII0JIOTTYHOTO 1 0(PTaTEMOJIOTIYHOTO OOCTEKEHHSI.
bioxiMiuHa giarHOCTHKA: MIABUIIIEHHS J0OOBOT €KCKpEIlii OKCHUIIPOJIIHY 1
TJTIKO3aMIHOTJTIKaHIB 3 ce4er0. MOKIIMBa MOJICKYJISIPHO-TEHETUYHA JTIarHOCTHKA.

JIikyeannsa BKIIOYAE:

— HEMEIMKAMEHTO3HY Teparriro (Migdip aJaeKBaTHOTO PEKUMY, OOMEKEHHS (DIBUYHMX
HaBaHTa)XCHb, JIIKyBaJIbHA (Pi3KyIbTypa, Macax, (izioTeparis);

— JI€TOTEpamnito — pPEeKOMEHJI0OBaHAa DKa, Oarata OUIKOM, KOJAreHOM, IHIWBiIyaabHO
migiOpanumu  6iogo0aBKaMKd 3  HE3aMIHHMMH  aMIHOKHCIIOTaMH, MIKPOCJIEMEHTaMH,
HEHACUYEHUMH KUPHUMHU KHCIIOTaMU 1 BitaMiHamu (oco6smBo Bitaminamu C i E);

— MEIMKaMEHTO3HY TepaIio, 10 BKJIIOYAE IPU3HAYECHHSI aHTIONPOTEKTOPIB, BEHOTOHIKIB ,
€HepreTHYHUX 3ac00iB, BITaMiHIB, IMyHOMOIyJISTOPIB.

[NamienTn MOTPeOyIOTh MUCIAHCEPHOTO CIIOCTEPEKEeHHs OarathoX (haxiBIliB, MEpIl 3a BCE,
Kapaiosora, OKylicTa i opTornesa.

I'enemuynuit puzux 1151 TOTOMCTBA XBOPOTO I'€TEPO3UTOTHOrO O6aThbka CTaHOBUTH 50 %,
Yyepe3 Bapilolovy eKCIPECUBHICTh XBOP1 JITH MOXYTh MaTd SIK TSKKY, Tak 1 Jiermy Gopmy
CHHJIPOMY.

Ilpenamansna Oiacnocmuka: Y3]| - niarHoctyBatu cunipoM Mapdana MoxHa 3a
30UTBIIEHHSAM JIOBIMX TpPyO4YacTHX KICTOK IUIOJa, IHBa3MBHA NpeHAaTaldbHA MIarHOCTHKA 3
MOJIEKYJISIPHO-TE€HETUYHUM OOCTEKEHHSIM.

V. IlinBeneHHs MiACYMKIB 3aHATTS, MOBIIOMJICHHS PO OTPUMMAaHIi OLIHKH,
HaJaHHS JOMAIIHLOI0 3aBJaHHS.
V. Cnmcoxk peKoOMeHI0BaHOI JiTepaTypHu
Ocnoena:
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IpakTuyne 3anaTTs 9.
Tema: MoHoreHHi XBopo0H 3 ayTOCOMHO-PeLleCHBHUM THIIOM YCHAAKYBAHHS.
Cnaaxkosi xBopoon o0MiHy
Mera: 3acBoiTM yMiHHS CaMOCTIHHO BHKOPUCTOBYBATH 3HaHHS MO €TIOJOTiI0, MaTOreHes 1
KJIIHIKY CIaJIKOBUX aBTOCOMHO-PEIIECHBHUX 3aXBOPIOBaHb Il OOIpPYHTYBAHHS [TOTIEPEHBOTO
niarHo3y (eHUIKETOHYpil, rlnompeosy, a,[[peHOFeHlTaJ'IbHOFO CHUHJIPOMY 1 MYKOBICIIMJIO3Y Ta
IPU3HAYEHHS TEHEeTMYHMX METOJIB JabopaTOpHOi [iarHOCTUKH.  BMiTH po3paxyBaTu
TeHETUYHUIN PU3HK 1 3aIPOTNIOHYBATH METOAM MPEHATAIbHOI 1IarHOCTUKU. 3BEPHYTH yBary Ha
JICOHTOJIOTTYH1 aCleKTH, sIKI BUHUKAIOTh MPH MEIUKO-TEHETUYHOMY KOHCYJIbTYBAaHHI POJMHU
y 3B’SI3KY 13 PELIECUBHOIO MOHOTE€HHOIO MATOJIOTIEI0
OCHOBHi MNOHATTA: ayTOCOMHO-PELIECUBHUM THUIl YCHaJIKyBaHHs, OJIM3bKOCIOPIAHEHUH
LTE00, TOPU30HTAJIBHUN  THUN  YCHaAKyBaHHS, (eHUIKeTOnYis, rirnoTHpeo3,
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aJIpCHOTCHITAIbHUM CHUHAPOM,  MYKOBICIIMI03, CHAAKOBI XBOpoOM oOMiHy, OioXimiuHa
J1arHOCTUKH, CEJICKTUBHUN CKPUHIHT, MACOBUI CKPHHIHT HOBOHAPOKEHUX

O0nagnanusi: MynbTUMEIIMHUNA TPOEKTOp, HOYTOYK, MYJIbTUMEAINHI Tpe3eHTalii,
CUTYaliifHi 3a1a4i, HaO1p PEHOTHIIIB XBOPUX, POIOBOIH

IInan:

I. Opranizauiiini 3axoau (mpuBiTaHHS, MEpeBipKa MPHUCYTHIX, MOBIIOMIICHHS TEMH, METH
3aQHATTA).

Momusayis 3000y6auie euwoi oceimu w000 usueHHs memu. AKTyallbHICTh TEMH 00yMOBJICHA
HAsBHICTIO METOJIB JIIKyBaHHA 0araTbOX CHAJKOBUX XBOpOO oOMiHy. PaHHS miarHOCTHKa i
JiKyBaHHS 3a0€3MeuyroTh (OPMYBaHHS HOPMAJIBHOTO (EHOTHIy ab0 MiIKpamyrTh SIKiCTh
KHUTTS XBOPUX. TOMY 3HaHHS JIarHOCTHYHUX KPUTEPIiB (PepMEHTOMATIN, 0 CKPUHIOIOTHCS Y
HOBOHAPODKEHUX, MA€ BAXKJIMBE 3HAUEHHS Ul MelaTpiB, TeHETUKIB, CIMEHHOTO JIIKapsl.

II. KonTposib onopHoro piBHs 3HaHb (ONMTYBAaHHSl CTYJIEHTIB, cmiBOeciza 3a TemMor0
3aHATTS)

2.1. Bumoru 10 TeOpeTHYHOI TOTOBHOCTi 3000yBa4iB 10 BUKOHAHHS MPAKTHYHUX 3aHATH.
30006y6au euujoi oceimu NOBUHEH 3HAMU:

- 0COOJIMBOCTI ayTOCOMHO-PELIECUBHOTO THUITY YCIaJIKyBaHHS;

- 3arajpHi CUMITOMH CHaJKOBHX XBOPOO OOMIHY, MPUHIUIIN J11arHOCTUKH;

- KIIHIKY, TEHETUKY, JIarHOCTHKY, JIIKyBaHHSA (EHUIKETOHYpli, TINOTUPEO3Y,
aIp€HOTEHIaTIIbHOTO CUHAPOMY, MYKOBICIUI03Y;

- TIOKa3aHHs 70 010XIMIYHOI JIarHOCTHKH, €Tall METOY;

- BHMOTH JIO TIPOTPaM MacOBOTO CKPHHIHTY HOBOHAPOKEHUX;

- MOKa3aHHS 10 MOJEKYISPHO-TeHETUYHOI J1arHOCTUKH.

Ha ocHOBI TeOpeTHUHUX 3HAHb 3 TEMHU:

emimu.:

- TpW aHaui3i (PEeHOTHUIY XBOPUX BU3HAYUTH CHUMITOMOKOMIUICKCH CHEIM(IUHI I
CHUHJIPOMIB 1110 BUBYAIOTKCS, 3aIIPOTIOHYBATH METOH JIa0OPATOPHOT J1arHOCTHKY;

- po3paxyBaTH '€HETUYHUU PU3UK B POJIMHI, sIKa Ma€ AUTUHY 3 ayTOCOMHO -PELIECUBHUM
3aXBOPIOBAHHSM.

2.2. [IuTanHs Ui nepeBipKH 02a30BUX 3HAHb 32 TEMOIO CEMiHAPY

1. 3aranpHa XapaKTepUCTHMKA MOHOTE€HHHMX 3aXBOPIOBAHb 3 ayTOCOMHO-PELECHUBHUM
TUTIOM YCIIaIKyBaHHSIM.

2. Cyuacna xiacudikariis cagkoBux XBopo6 oominy (CXO). 3aransni cumnromu CXO.

3. CmankoBi XBopoOu oOMIHY aMiHOKHCIOT. DeHiIkeToHypis. YacToTa y mOmyJsIlii,
KIiHIYHI opMHU ¥ BapiaHTW, TUIU MYyTalliii, maToreHe3, TUIMOBA KIIHIYHA KapTHHA,
nabopaTopHi METOAM JIarHOCTHKH, JIIKYBaHHs, MPOTHO3, peadimiTallisi, colialnbHa
ajarraris.

4. Timotupeo3. Yacrota y mnomynAlii, eTioJjorisi, MaToreHes, KIiHIYHA KapTHHA,
nabopaTopHi METOAM JIarHOCTHKH, JIIKyBaHHsS, MPOTHO3, peadinmiraiis, coliajibHa
ajarraris.

5. AnpeHoreHitanbHui cuHApoM. YacroTa y momymsimii, KiIiHIi4HI GopMu # BapiaHTH,
TUIM MyTalliff, MaroreHe3, THUIOBa KIIHIYHA KapTHHA, Ja0OpaTOpHI METOIH
JIarHOCTHUKHY, JIIKYBaHHS, IPOTHO3, peadiiTallis, collianbHa aJanTailis.

6. Myxkosiciuno3. Yacrota y momynsuii, KiIiHIYHI (GOpMH W BapiaHTH, TUIM MyTallii,
naToreHes, TUIOBA KJIIHIYHA KapTHHA, TJAaOOPaTOPHI METOAM AIAarHOCTHUKH, JIKYBaHHS,
MIPOTrHO3, peaduniTallis, coliajdbHa aJanTalis.

7. TlpuHUUMOU A1aTHOCTUKH CIAIKOBUX XBOpoO 0OMiHy. bioximiyHHMil MeTon, eramu
Metoay. I[TokazanHs 10 GI0XIMIYHOT A1arHOCTHUKHU.

8. MacoBuil CKpUHIHI HOBOHApPOJDKEHHMX, BUMOTHM JI0 IpPOTpaM MAacOBOIO CKPUHIHTY
HOBOHAPOKEHHUX.

9. IpuHUMOU JIKYBaHHS CHAJKOBUX XBOPOO 0OMiHy: CUMNITOMAaTHYHA 1 MaTOT€HETHYHA
Teparnis.



10. EtiorpomnHe nikyBaHHA. | eHHO-IH)XEHEPHI MIIXOIH 10 JIKYBaHHS CIIaKOBHX XBOPOO.

11. penaranpHa JMIarHOCTUKA  CHAJKOBHUX

KOHCYJIbTYBaHHS.

XBOpoO o0OMiHy. Menuko-reHeTH4He

2.3. TecroBi 3aBaaHHs Ta 3aja4i 1JIs NepeBipkyu 0a30BMX 3HAHDb 32 TEMOIO 3aHATTS:

3aBaanna  1: OOepite oaHy
HaHOUTBII PaBUIILHY BiIIOBIb
1. Jlo MeIUMKO-TE€HETUYHOTO LIEHTPY
3BEpHYJUCS  JIBOE  3J0POBUX
MOJIOIUX 0aTbKIB, nepia
TUTHHA SIKHX Hapojaujacs 3
(eHUIKETOHYPIEIO.
HaitimoBipHimui BHCHOBOK
JIKaps-TeHEeTUKa M[po  PHU3HUK
HApOJ/DKEHHS  ApPYyrol  XBOpOI
TMTHHU:
A. Tlpaktnuno 0 %, OCKUTBKH 1€ €
pe3yabTaTOM HOBOT MyTallii.
B. 25 %.
C. 50 %.
D. 50 % Bcix cuHiB.
E. biusbko 100 %.

2. Ha3Bitp THI  ycmaakyBaHHS
(heHUTKeTOHYpIi:

A. AyTOCOMHO-pPELIECUBHHUIA.

B. AyrocomMHO-TOMIHAaHTHUH.

C. 3uemnennit 3 X-XpOMOCOMOIO
pEeLIECUBHMUIA.

D. 3uennenuit 3 X-XpoOMOCOMOIO
JIOMIHAHTHUIA.

E. MynbsTudakTopiaabHbIN.

3. i TpupoKEHHX MOPYIICHb
0OMiHYy pEYOBUH
(bepmenTOMmaTiii) XapakTepHi BCi
KIJIIHIYH1 O3HAKH, OKPIM:

A. He3BuuHwMii 3anax ceui i MOTY.

B. ConnuBicTb, 3arajlbMOBaHICTb,

OJFOBaHHS Y IUTUHU PAHHBOTO BIKY.

C. 3arpumKa PO3yMOBOTO
PO3BUTKY.

D. MHOXUHHI BaJil PO3BUTKY

E. Cynomu.

4. @eninkeronypis (PKY) — onne
3  TPHUPOKEHUX  TOPYIICHb
oOMiHY  aMiHOKHCIOT.  SIke
TBEP/KEHHSI CIIPaBEATIUBE IS
I[LOTO 3aXBOPIOBAHHSA?

A. ®KY — ayrocoMHO-TOMIHaHTHE
3aXBOPIOBAHHS.

B. XapakrepHa rineprirMeHTaIis.

C. PanHe mpusHaueHHS mieTH (Ha
HNepuioMy  MiCAIll  JKUTTS)  JIO3BOJISIE

3ano0irTu 3aTPUMKY  PO3yMOBOTO
PO3BUTKY.
D. Yacro CIOCTEPIrarThCs

IPUPOJIKEH] BaIl PO3BUTKY.

E. [lepii cuMITOMH 3aXBOPIOBAHHS
BUSABJIAIOTBCSL B mepumy 00y micis
HapOJKEHHS.

5. ¥V OmakuTHOOKOI, CBITIOBOJIOCOT
MIBYMHKK 9 MIC MHUIIAYMH 3ammax
cedyi 1 TOTY, 3aTpUMKa
TICUXOMOTOPHOTO PO3BHUTKY. Jlist
IIOTO 3aXBOPIOBAHHS HaWOUIBII
XapaKTepHO:

A. Burcoka KOHIIEHTpaIlisl XJIOpHU/IiB

B IIOTI.

B. Bucoxka KOHIICHTpAITis
OKCHIIPOJTIHY B CE€Yi.

C. Bucoxka KOHIICHTpAITist
IJ1iKO3aMIHOTJIIKAHIB.

D. [To3uTuBHUH TECT 3 TPUXJIIOPHUM
3aJI130M.
E. Peaykyrodi pe4oBUHU B cedi.

6. Ceua XBOPHX Ha
(beHIIKeTOHYpPII0 Mae 3amax:

. BinBapy kopeHemiomis.

. KnienoBoro cupormy.

. Mumayuii.

. Auerony.

. Kucnoi kamyctu.

mgOwp

7. TlokazaHHSIM J10 TPOBEIEHHS

010XIMIYHOTO TE€HETUYHOTO

JOCHIKEHHS €  Bce, 3a
BUHSATKOM:

A. Cynomu, MiIBUIIEHA

30yATUBICTB, BiJICTaBaHHS B

MNCUXOMOTOPHOMY PO3BUTKY.



B. XponigHa MTHEBMOHIS,
MOPYIIEHHS BCMOKTYBaHHSI B KHIIICYHHKY,
rinoTpodis.

C. Karapaxra,
rernaTtoCIUICHOMETallis,  BIJCTaBaHHS B
PO3BUTKY.

D. Mikpouedanisi, TinepToHis,
rimomirMeHTanis, 3aTpuMKa MOTOPHOTO 1
MOBHOTO PO3BHUTKY.

E. IIpupomkeHi Baau pO3BUTKY.

8. IMOBIipHICTD HAPOKEHHS
XBOPOI TUTUHU B CIM'T, B SIKIH
MaTH XBOpa Ha
(heHUTKeTOHYpII0, a 6aTHKO €
TreTEPO3UTOTHUX HOCIEM TeHa
(heHITKEeTOHYpii, CTAHOBUTH
MpUOIU3HO:

A 0%;

B 25%);
C 50%;
D 75%.

9. ImoBipHICT HAPOIKEHHS
XBOPOi TUTHHU B CcIM'T 118
o0unBa 0aTbKHA € TOMO3HUTOTaMU
3a TeHOM (DEHUTKETOHYpIl
CTAHOBHTB:

A 25%;
B 50%.
C 0%;

D 100%;

10. IMoBipHiCTh HAPOHKECHHS
XBOPOI TUTUHU B CiM'T, B sSIKil
MaTH XBOpa Ha
(beHIKeTOHypit0, a 6aTbKO
TOMO3HIOTa 332 JOMIHAHTHUM
ayie7ieM, CTAHOBUTH:

A 50%;
B 0%;

C 25%j;
D 100%.

11. JliBunHKa Bixg 3-1 BarirHoCTi
HapouiIacs JOHOIICHOIO 3
MTOMITHOIO YKOBTSHHIICIO IIKIPU

Ta CIM30BUX 000JIOHOK.
Haskomorutiai Boau
3a0apBJICHI B JKOBTO-3€JICHUN
Koutip. 3amigo3peHa
reMOJIITHYHA XBOpoOa
HOBOHapoukeHux. Ilo
MIATBEPIUTH J1IarHO3 HAMOUTBII
iMOBipHO?
A. TI'pyna xpoBi ABO Ta pe3syc-
¢dakTop MaTepi Ta AUTUHU
B. Akymepcrekuii anamHe3 Matepi
C. Bwmict €pUTPOLIMTIB i
remMorjio0iHa B MyMOBUHHINA KPOBI
D. PiBens 6inipyOiHa B MynOBUHHIM
KpOBi
E. Ilorogunnuii mpupict 6u1ipy0iHa

12. lutuHa wHapoawmmacs Bim 1-1
BariTHOCTI B recTariiHun
TepMiH 42 THXHI 3 Macoro Tija
4300 r. Ilim wac ormany
BIJI3HAYA€THLCA BEIIMKUH JKUBIT 1
nynkoBa  rpmwka.  OOmuyus
MacTO3HeE, oui MaJeHbKI,
MepeHiccsl MIHUPOKEe, TUIECKATe,
MaKporjoccii, TyOHM  TOBCTI.
Husbkmit TeMOp rosocy. Ilkipa
cyxa, JKOBTYILIHA, JIyIIUThCH,
xonoaHa Ha gotuk. YCC — 120 B
XB. SIke 3aXBOPIOBaHHS MO>KHA
3amino3putu?

. XBopoo6a ['ipmmpyHra

. XBopooOa Jlayna

. Axonaporiasis

. [Ipupomxenuii rinoTupeos

I'emouitnyna XBOpoOa

HOBOHAPOKEHHUX

MmO O w>

13. Tect 13 FeCl3 BUKOPHCTOBYIOTb
JUISL NIarHOCTHKH:

A. Mykosicuuaosy

B. AnpeHoreHiTaabHOr0 CHHIPOMY

C. I'anakro3zemii

D. ®eninkeronypii

E. I'imotupeosy

14. MacoBwuii 610XIMIYHUN CKPUHIHT
nepeadayae:
A. JlocnmipkeHHs: aiteil i3 ycTaHOB
JUISL THX, SIK1 IIOraHo 0adaTh



B. JocnimxkeHHs kpoBi Ta cedi
HOBOHAPOIKEHUX Ha BMICT
TJIIKO3aMIHOTJIIKaHIB (MYKOTIOTiCaXapu/IiB)

C. OO6cTexxeHHsT HOBOHAPOHKEHUX
13 METOIO BUSBJICHHS CIIJKOBOI HATOJOT{
Ha JOKJIIHIYHIA cTanil

D. ObcTexxeHHs aiTei i3 CyIoMHUM

CUHIPOMOM 1 BIZICTaBaHHAM y
MICUXOMOTOPHOMY PO3BUTKY

E. OO0cTexeHHs ITEH 13
BlJCTaBaHHSIM y MICUXOMOTOPHOMY

PO3BHUTKY, renaToCIUICHOMET e,
HETIEPEHOCHICTIO XapuOBUX MPOIYKTIB

15. MacoBwuii 0i0XIMIYHUI CKPUHIHT
JOLLIBHO MIPOBOJIUTH npu BCIX
3aXBOPIOBAaHHSX, KPiM:

A. ®eninkeronypii

B. l'anakrozemii

C. Mykoromicaxapuao3y

J. IIpupo;KeHOTo TIMOTHPEO3y

E. AnpeHo-TeHITaIbHOTO CHHAPOMY



Eranonu Bignosigeii: 1-B, 2-A, 3-
D, 4-C, 5-D, 6-C, 7-E, 8-C, 9-D, 10-B, 11-A, 12-D, 13-D, 14-C, 15-C

3aBnanHa 2. 3icTaBTe CHMITOMOKOMIUIEKCH 3 MOHOT€eHHHMMHM XBOPOOaMH.

MoHoOTeHHI XBOpOOH CHUMIITOMOKOMILIEKCH

A. Cuagpom ¢parineroi | 1. [TinBUBHX KpHIITANKKA, TIIEPPYXOMICTh CYIrII00iB,

X-XpoMOoCcOMU nedopMariisi TpyIUHH, BUCOKHIA 3pICT, apaxHO aKTHIIISA
B. @eninkeronypist 2. PozymoBa BinCcTamicTh, MaKpOOPXHUIi3M,
C. Heiipodibpomaro3s JIOBTe 00IMYYsi, BUCOKE Y0JIO, MACUBHE MIA00PIIIs,

D. Cungpom Mapdana BIJICTOBOYpYEH1 Byxa
E. AapeHoreHitanbHuiA 3.I'epmadpoautHa Oy/10Ba 30BHIMIHIX CTATEBUX OPraHiB y

CUHJIPOM HOBOHAPO HKEHOTO0, OJTFOBOTA, ACTiapaTallis
F. MyxkoBicuu103 4. MHOVHHI NITMEHTH1 IUISIMU Ha LIKIP1, TYXJIMHY IKIPHI,
G. AxoHnpomnna3is HIAIIKIPHI 1 10 X0y HEPBIB, CKOJI103, TJIIOMH 30POBUX HEPBIB

H. Mykomnomicaxapuno3 | 5. BijgcraBaHHsI B ICUXOMOTOPHOMY PO3BUTKY, MiKpoIiedais,
MUIIAYUH 3arax cedl 1 Kipu

6. PermauByroul XpoHIYH1 MTHEBMOHII, MOpYyIIEeHHS (YHKIIIT
MIUTYHKOBOT 3aJ103H1, MaJibaOCopOIist, pICHUNA CMEPAI0YHi
Ka

7. 3aTpumka pocty, rpy0i pucu ooanydsi, KihoCKoIi03,
nedopmartis TpyArnHHI, KaTapakTa, MABUIIEHA EKCKPEIlis
[IIKO3aMIHOTJIIKaHIB 3 CEYero

8. KapnukoBicTh, BKOPOUEHHS MMPOKCUMATILHUX BIILTIB
KIHITIBOK, TOTIEPEKOBHUH JIOPA03, BapycHa aedopMaliiss HIKHUK
KIHITIBOK, 130JJTaKTUJIIs, KUCTh y (hopMi Tpu3yda

Eranonu Bignosineii: A-2, B-5, C-4, D-1, E-3, F-6, G-8, H-7

II1. ®opmyBanus npodeciiHuX BMiHb, HABUYOK

3.1. IlepeJiik HABYAJILHUX NPAKTHYHHUX 3aB1aHb, IKi HE0OXiIHO BUKOHATH MiJ Yyac
NPAKTUYHOT0 3aAHSTTSI:

Po6ora 1. [IpoananizyBatu 1 onucatu eHoTonu xBopux Ha ¢ororpadisx, chopmyntoBaTu
MOTEpeHii /A1arHo3, 3alpONOHYBAaTH METOIU J1A0OpATOPHOI MIarHOCTUKU. 3amporoHyBaTH
METO/IM TPEHATAILHOT 11arHOCTUKU

Po6ora 2. IlpoananizyBaTu poJOBOAM XBOpUX. Bu3HAuMTH reHOTHUNU mpobaHga 1 Horo
poauuiB. Po3paxyBaTu reHETUYHHMA PU3HK.

Po6ora 3. Cxmactu minaH OOCTEXEHHS XBOPOTO 3 HAMOUIBII TOLMIMPEHUMHU CHaJIKOBUMH
XBOpoOamMu OOMiHY.
PoGora 4. BiamnosicTi Ha TECTOBI 3alIUTAHHA.

1. JliBuuHka Bim 3-1 BaritHocTi 3amigo3pena reMOJIITUYHA XBOpoOa
HapoJWiIacs JOHOIICHOI 3 TOMITHOIO HOBOHAPO[KCHHX. [llo  miaTBEpAWTH
KOBTSIHHIICKD ~ IIKIpM  Ta  CIU30BUX JiarHO3 HaWOUTBII IMOBIPHO?
000JIOHOK. Haskonommigni BOIU A. I'pyna xpoBi ABO Ta pe3syc-

3a0apBieHI B  JKOBTO-3€JIEHUH  KOJIp. daxTop mMarepi Ta JUTUHU



B. Akymiepcekuii anHaMHe3 MaTepi

C. Bwmict epUTPOIIHTIB i
reMoryio0iHa B MyNOBHHHIN KPOBI

D. PiBens 6inipy0iHna B MyrmoBUHHIN
KpOBI

E. llorouuuwmii npupicT OutipyGina

2. JwutwHa Hapoawiacs Big 1-i
BAariTHOCTI B TeCTalliiHUI TepMiH 42 THXKHI
3 macoto Tina 4300 r. [Tix gac ormsimy
BiJ[3HAYAETHCS BEITUKUN KUBIT 1 MTyIIKOBA
rpwka. OOIUYYs MacTo3He, 04l MaJeHbKI,
nepeHices LIMpoKe, IiecKare,
Makporjoccis, ryou ToBcTl. Huzpkuit
temOp ronocy. [lIkipa cyxa, >KOBTyIlIHa,
JTYIUTHCS, X0J10aHa Ha JoThK. YCC — 120
B XB. Slke 3aXBOPIOBaHHS MOXHA
3amiIo3puTh?

A. XBopo6a I'ipmmpynra

B. XBopob6a Jlayna

C. Axonaporuiasist

D. IIpupomxenuii rinotupeos

E. I'emomnitnyna XBOpoOa
HOBOHAPOIKEHUX
3. HoBonapomxenoro

roCIITalIi30BaHo 3 OJOBOTOIO 1 SABUIAMU
nerinpatarii. [lpum ormsal craH JUTHHU
CTaOUTbHMM, MIHIMAJIbHA TIEPIIrMEHTAIis
HaBKOJIO cocKiB. KoHIeHTpatis HaTpio Ta
Kaimiro B cupomarii — 120 mmosb/m 1 9
MMOJB/T BignoBigHo. (Hopma HaTpito —
136-145 wmmoaw/n, xamiro — 3,5-5,0
MMOJIb/J). Bamr niaraos:

A. AnpeHoreHiTalbHUN CHHIPOM

B. Ilinopocrenos

C. BropuHHuii rimotupeos

D. I'imepansaoctepoHizm

E. IManrinomiryitapizm

4. Tect 13 FeCl3 BUKOpUCTOBYIOTH
JUISL 1IarHOCTHKHU:

A. MykoBicuuao3y

B. ApeHOT€eHITaTIbHOTO CHHIIPOMY

C. I'anakro3zemii

J1. ®eninkeTonypii

E. T'imotupeosy

5. Ilporpecyroua  Bipimizanis,
NPUCKOPEHUH  COMAaTUYHUH  PO3BUTOK,
MIiABUIICHUNH pIBEHb TOPMOHIB  KOpH
Ha/IHUPHUKIB XapaKTepHi JUIsL:

A. MykoBicuuao3y

B. AnpeHoTeHITaIbHOTO CHHAPOMY
C. Cunnpomy Knaitngensrepa

. Cunapomy Mapdana

E. AkponedanocusaakTuii

6. I'py6i pucu  oOmmyus,
kipockomio3,  gedopmarisi  rpyauHH,
TYrOPYXJHMBICTh ~ CyIJIO0iB,  KaTapakra,
IIABUIIICHHS eKCKperTii

TJ1IKO3aMiHOTJIIKaHIB 3 ceuero €
XapaKTepHUMH IS

A. Mykomnoticaxapuaosy

B. Axonapornuasii

C. Cungpomy ¢parivipHoi  X-
XpOMOCOMU

J1. ®eninkeTonypii

E. HeiipodidbpomaTozy

7. Jlost JIIarHOCTHUKH
MYKOTIOJTICAXapuI03y  BUKOPUCTOBYIOTH
METO/IH:

A. [HoptpeTrna JIarHOCTHKA,
KaplOTUTTYBaHHS

B. [ToptperHa JIarHOCTHKA,

oioximiuni metoam, JIHK-miarmocruka

C. I'eneanoriuamii METO/I,
MOPTPETHA JIarHOCTHUKA

. KapiotunyBans, JIHK-
JIarHOCTHUKA, MOPTPETHA JIIarHOCTUKA

E. [TopTpeTHa JIarHOCTHKA,
010XIMIYHUNA METO/I, KapIOTUITYBaHHS

8. MacoBuii 0I0XIMIYHHI CKPUHIHT
nepeadavae:

A. JlocmimpkeHHs JiTei 13 yCTaHOB
IUIA THX, SIKI IIOraHo 0aJaThb

B. JlocmimkeHnHs KpoBi Ta cedi
HOBOHAPOKEHUX Ha BMICT
[IIKO3aMIHOTIIIKaHIB (MYKOTIOJIiCaXapH/IiB)

C. OOcTexxeHHs HOBOHApPOHKCHHUX
13 METOIO BUSBIICHHS CIAJAKOBOI MaTOJOTII
Ha JOKTIHIYHIA cTamil

J1. OOcTexxeHHs AiTel 13 CyJOMHUM
CUHJPOMOM 1 BiJCTaBaHHIM y
MICUXOMOTOPHOMY PO3BUTKY

E. OOcTexxeHHs JUTeH 13
BiZCTaBaHHIM y MICUXOMOTOPHOMY
PO3BUTKY, rernaToCIUICHOMETATI€elo,
HEMEePEHOCHICTIO XapuOBUX MPOIYKTIB



9. MacoBuii 0i0XiMIYHUN CKPUHIHT
JOLLUIBHO IPOBOJIUTH npu BCIiX
3aXBOPIOBAHHSIX, OKPIM:

A. ®eninkeronypii

B. I'anakrozemii

C. Mykormosricaxapuao3y

J. IIpupoKeHoro TIMOTHPEo3y

E. AnpeHo-TeHITaTbHOTO CHHAPOMY



3.2. Pexomenpauii (iHcTpyKuii) 111010 BUKOHAHHSA 3aB/IaHb

[Ipu BuKOHaHHI pOOOTH BUKOPHUCTOBYBATH TAOJIHUIIIO MIPHUKJIAIIB CIIAJKOBUX XBOPOO

0OMiHY pEYOBHH..

IIpukaaam cnagkoBUX NOpyLIeHb 00MiHY pe40BHH

(uactoTm 3a C. 1. Ko3noBomw i coaBt., 1996 i H. I1. BoukoBum, 2001)

Hazpa Yacr Jloxkan MiHiMaJIbHI JiarHOCTUYHI
3aXBOPIOBAHHSA oTa i3aI1is TeHa O3HAKH
(Ne OMIM)
[TopymienHs 0OMiHY aMIHOKHCIIOT
DEeHUIKETOHYP 12924 [TinBuiena 30yUTUBICTb,
i1 —  TOpYIIECHHH 1:8000 1 rineppeduiekcis,
0OMIHY aMIHOKHCIIOTH NIABUIIEHUNA TOHYC M SI31B,
(deHinana"iny 1:10000 «MUIIAYUANA 3amax». [TiznHime
(261600) po3yMOBa  BifICTANiCTh, BTOPHUHHA
Mikpo1edaris, 3MEHILIEHHS
mirMenTanii IKIpH, BoOJIOCCH,
PaLyKKH. [Ipn paHHBOMY
NPU3HAUYECHHI JIETH  HOPMaJbHHM
PO3BHTOK
[TopymienHs 06MiHy BYTJIeBOJIIB
A) Jlebextu pepMeHTIB, 0 POMIECTUIIOIOTE MOHOCAXAPH/IN 1 TUCAXapUIU
lNamakTozemis 9p13 [TosiBa mepmux CHUMIITOMIB
— nopymreHHs oominy | 1:35000 TCIIs npuiiomy MOJIOKa.
MOHOCaxapuay BincraBanus MICUXOMOTOPHOTO
raiakto3u (230400) 1:150000 PO3BUTKY, KaTapakra,
renatoMeranis, YKOBTSIHUIISL.
lamakto3ypiss. Ilpu  paHHBOMY
MPU3HAYCHHI JieTH  (CremiayibHi
cymimri 0Oe3 JIaKTO3W) HOpPMaJbHUI
PO3BUTOK
b) JledbexTu depmeHTIB, 110 PO3MIEILUIIOIOTH MMOJTiCaXapuIu
Mykomnosmicaxap 4p16, Ypaxenuns HHHC i cionyunoi
UJ03U — TMOPYLICHHS 7921 3p21, | TKaHUHU.  YpaKEHHs  CKelleTa
KaTtabonizMy 12914 (tyropyxnuBicte 1 nedopmarii
ITIKO3aMIHOTJTIKaH1B Xq28 1| cyrno6iB, agedopmamii  xpebra,
(TAD), XBOpoOa 1H. BIJICTABaHHS B POCTI), BIIKJIaJICHHS
HakonndeHHs. OIrcaHo I'AT" B meuiHIi, cene3inili, MiOKapi.
14 TumiB 3 OigTANAMHA VYpaxeHuns HHC (3HIKEHHS
(AP 1 ogun XP). IHTEeNeKTy), oued  (KaTapakra),
ciyxy (TyroByxicTh), CepIEBO-
CYIIMHHOI cHCTeMH (Kapaiomeranis,
ypakeHHs kianadiB). ['py0i pucu
o0muyus




T'nmikorenosu —
MOPYLICHHS

KaTaboJIi3MYy IITIKOTeHY,

XBOp00a HAKOTIMYCHHSI.
Omucano 11 Tumis.

3pl12

Xqg24

1p21,
17921,

11H.

BinknageHHs TIIIKOTEHY B
pi3HUX TKaHWHaX. BincraBaHHs B
POCTI, TeraToMerais, TIIOTIiKeMis,
M’s130Ba TIMOTOHIS, KapioMerais,
«ISITIBKOBE OOIMYYSIY

[TopymenHs 0OMiHY JIiTTi B

Cimeiina Aa Panniii arepockiepos, iH(papKTH,
rinepxoJyieCTepUHEMIs 1:2 1 | iHCynbTH, KCaHTOMHM Ha IIKIpi, B
— nopymenHs | 00 9p13.2 CyXOXKWUIIX. Y romo3urotr (AA) Tskua
CUHTE3Y pelenTopa a0 1:5 dbopma, HIK y reTepo3urot (Aa)

JOHT. A Tun | 00

CITaJIKyBaHHS. AA

(143890) 1
106

GM:s- 3 4-5 wmic. BiagcraBanus B
TaHTJTI03UI03 1 | MICUXOMOTOPHOMY  PO3BUTKY, CHMIITOM
(xBopoba Tes — 5023- «BUILHEBOI KICTOUYKM» HAa OYHOMY JHI.
Cakca) — mopyIeHHs 1:5 | g24 Cninora, riyxoTta, imioris. Cmepts B 3—4
Katabomizmy 000 cepen poku. Jlebimut Tekco3aMiHimazm A B
TaHTITI03H/TIB. €BpeiB- CHPOBATIIl KPOBI 1 TKAHWHAX
XBopoOa alKeHasi
HAKOTIHYCHHS
(272800)

[TopynieHHs! TpaHCTIOPTY XJIOPUIIB

MyxkoBicin103 7 PeunnuBytroui IMHEBMOHII,
(kuctoibpo3) — | 1:1600 g31.2 MOPYIICHHS BUJIUICHHS dbepmeHTIB
MOPYIICHHS HiIIUTYHKOBOT 3aJI03H, MOPYIICHHS
TPAaHCIOPTY XJIOPHUJIIB BCMOKTYBaHHSI B KHIIIEYHUKY. Y YOJIOBIKIB
B KIITUHH, BHIUICHHS Oe3riaHicTh. [liABUIIEHHST KOHIEHTpAIlii
T'yCTOTO CHU3y 10HIB HATPIIO 1 XJIOPY B MOTI
(219700)

[TopynieHHs: CHHTE3y TOPMOHIB

INmotupeos — Pizke BIICTaBaHHI B
pI3HOpiTHA 3a | 1:3500 MICUXOMOTOPHOMY PO3BUTKY, XapakTepHUU
MpUIUHAMU rpymna 1 | 30BHINIHIN BUTIIAI (KOPOTKA WS, ITUPOKHI
3aXBOPIOBaHb 1:4000 9p13.2- | Hic, 3anane nepeHiccs, By3bKi OUHI HIUTUHH,
(274400) p12 HAOpSIKM  TOBIK,  MakpoOrjocCis,  pigke

Bojoccsl). TpuBana KOBTAHMLSA, Tpyouid
roJioc, Opamukapis, TinoTepMis.
3HIDKEHHS PIBHA TUPOKCHHY, MiABUIICHHS
TTT. Ilpu cBoeyacHOMYy  JIIKyBaHHI
XOPOHINHA ePeKT

AnpeHoreHita 1:5 CinbBTpayatoya popma 00yMOBIIE€HA
JILHUN cunapom | 000 6p nediuToM MIHEpaTOKOPTUKOIIIB.
(mpupoxeHa Cumnromu: OJTIOBaHHS, Taxikapaid,
rimepruiasis COHIIMBICTH, JETiparailis, TiMOHATPIEMIs,
HAJHUPKOBHUX  3aJI03) rimepkaniemisi, arumo3.

— MOPYILLIEHHS Bipunena ¢opma y  aiBY4aTOK
OlocuHTE3Y BUSIBJIIETHCS.  MACKYJIHI3AIlI€I0 CTaTeBHUX

CTEpPOiJHUX TOPMOHIB.

opradiB (rimeprpodis KiiTOpa, 3pOIICHHS




Onwucano 5 TumiB, B r'yOHO-MOIIOHKOBHX CKJIaJI0K), y
90 % — pmedimur 21 XJIOTTYUKIB 3 5—7 pOKIB MepeyacHe CTaTeBe
— TIIpOKCHUIIA3U JI03piBaHHS.

3aMicHa Teparisi TOPMOHAMH Ja€
XOpOHIHiA ePeKT

V.

V. IlinBeneHHs MiACYMKIiB 3aHATTS, MOBiIOMJIEHHS NP0 OTPUMAHI OLWIHKH,
HAJaHHS JOMAIIHLOI0 3aBJAaHHS.
Cnncok peKoMeH10BaHOI JliTepaTypu
Ocnoena:

1. Kagguba H.M. I'eneruka: kypc aexuiii: HaBuanbHuid nocionuk/ H.M. Kannuba. —
Cymu: YHiBepcuteTchka KHura, 2023. — 397 c.

Jooamkoea:

1.

8.

9.

I'peuanina 1O. b., Kananos C. 1., I'ycap B. A., Bacunsesa O. B. / MitoxonapianbHi
XBOpOOM: MpoOJieMU [IarHOCTHKH, JIIKyBaHHS Ta mnpodinaktuku: HapuanbHUit
nociOHuK, pexomeHzoBaHu MO3 VkpaiHu s CTYAEHTIB BHIIUX MEIMYHUX
HaByalbHUX 3akyafiB [V piBHS akpenuTanii Ta jJikapiB-iHTepHIB. Xapkis, XHMY,
2010. 71 c.

3anoposxan B. M., baxopa IO. 1., [llesenenkoa A. B., HecHokoBa M. M. Meanuna
renetuka: [linpyunux ansa pumri. Oxeca: Oxec. nepx. men. yH-T, 2005. 260 c.
Menuuna reneruka: I[igpyunuk / 3a pen. un.-kop. AMH VYkpainu, npodecopa O. S.
I'peuaninoi, mpodecopa P. B. boratuproroi, mpodecopa O. I1. Bonocoas.
Kwuis: Meaunmna, 2007. 536 c.

Menuuna reretuka [ Tekct] : HaBu.-MmeTo. moci0. / B. E. Mapkesuy, M. I1. 3aropoaHiii,
A. M. Jlo6ona. - Cymu : Cym. aepx. yu-T, 2011. - 387 c. : .

Hakaz MO3 Vkpaiaum Ne641/84 Bim 31.12.2003. IIpo ymocKOHalieHHS MEIUKO-
T€HETUYHOI JOTIOMOTH B YKpaiHi.

Emery’s Elements of medical genetics. 15th ed. / Peter Turnpenny, Sian Ellard.
Elsevier, 2017. 400 p.

Lynn B. Jorde, John C. Carey, Michael J. Bamshad. Medical genetics. 5th ed. Elsevier,
2016. 356 pp.

Read A., Donnai D. New clinical genetics. A guide to genomic medicine. 4th ed. Scion
Publishing Ltd, UK, 2021.

Speicher M. R., Antonarakis S. E., Motulsky F. G. Vogel and Motulsky’s human
genetics. Problems and approaches. 4th ed. Springer, 2010. 981 pp.

10. Young lan. D. Medical genetics. 2" ed. Oxford university press, 2010. 304 p.

EnextponHi indpopmauniiini pecypcu

baza ganux HarmionanpHOro nentpy 6iotexnonoriunoi indopmanii CIIA (NCBI), mo

NPECTaBIIsAE KHIKKU 3 Giomenunuuu, nmocibankn NCBI Tomo, a Takox Hajae JOCTyH 70
pecypciB 3 reHeTHkH, Takux sk GeneReviews https://www.ncbi.nlm.nih.gov/books

OMIM (Online Mendelian Inheritance in Man) — An Online Catalog of Human Genes

and Genetic Disorders https://www.omim.org

http://ghr.nlm.nih.gov

http://www.orpha.net

http://rarediseases.org

Menuuna renetrka — B.E. Mapkesuu https://polka-knig.com.ua/book.php?book=333



https://www.ncbi.nlm.nih.gov/books
https://www.omim.org/
https://www.omim.org/
http://ghr.nlm.nih.gov/
http://www.orpha.net/
http://rarediseases.org/
https://polka-knig.com.ua/book.php?book=333

IIpakTnune 3ansarrs 10.

Tema: 3aranbHa XapaKTepuCcTHKA Ta KJacupikanis MyJbTH(AKTOPiaILHUX
3aXBOPIOBAHb.

Mera: 3acBoiTH yMiHHSI CaMOCTIHHO BHKOPHUCTOBYBATH 3HAHHS 3arajibHOi XapaKTEPUCTHUKU
MYJITH()AKTOPIAIEHOT TATOJIOT 1T ISl BA3HAYCHHSI METO/IIB JIOTATKOBOTO OOCTEIKEHHS XBOPHX,
pPO3paxyHKy T€HETHUYHOTO pPH3UKY 1 MEAMKO-TeHETUYHOTO KOHCYJIbTYBAaHHS POJUHHU.
CdhopmymnroBaTH MOHATTS PO €KOTEHETHKY, (PApPMaKOTEHETHKY i OHKOTCHETHKY.

OcHOBHI MOHATTHA: MyJbTH(AKTOPiANBbHI XBOPOOW, CIAIAKOBAa CXHIIBHICTh, €KOTEHETHYHI
CHHIIPOMHU, (papMaKOTeHETHKa, OHKOT€HETHKA, OKOTEHH, TeHU-CYIIPECOPHU IMyXJIMHHOTO POCTY,
TeHU-MYTaTOPH, OHKOT€HETHYHI CUHAPOMH.
O0aannanns: MynbTUMENIMHUNA TPOEKTOp, HOYTOYK, MYJIbTUMEAIHHI Mpe3eHTallli,
CUTYAIlliH1 3a1a4l, TECTU 3 TEMHU, HAOIp PEHOTHUIIIB XBOPUX, KAPIOTUIIH XBOPUX
ILnan:
I. Opranizaniiini 3axoam (TpuBITaHHS, NEpeBIpKa MPUCYTHIX, MOBIIOMJIEHHS TEMH, METH
3aQHSTTS).

Momusayia 3006yeauis euwoi oceimu w000 8USHUEHHS MeMU.:
AKTyaJbHICTh TEMH 0OYMOBJICHA BEJIMKOIO 3HAYUMICTIO MYJIbTH(AKTOPIaTLHUX 3aXBOPIOBAHb
y HaToJorii JIOAUHU. BOHM MO€AHYIOTh IPYIy NCUXIYHUX 3aXBOPIOBAaHb, COMATUYHI XBOPOOU
CEPEeHbOTO BIKY, PO3MOBCIOKEHI Baau po3BHUTKY. lle o0OyMOBIIOE HEOOXIMHICTH 3HAHHS
TEHETUKH LI€i MaToyiorii st MalOyTHIX JIKapiB yciX CHeliaJbHOCTEH - MOYMHAIOYM BIJ
aKylepiB-TIHEKOJIOTIB 1 TMeiaTpiB 1 3aKiHYylOYd HEBpPOIATOJoraMu, IcHXiaTpaMmy,
OHKOJIOTaMHU.
II. KouTpoab OonopHoro piBHsl 3HaHb (ONMMTYBAHHA CTY/JAEHTIB, cmiBdeciia 3a TemMoI0
3aHATTS)
2.1. BumMoru 10 TeOpeTHYHOI TOTOBHOCTI 3100yBayviB 10 BAKOHAHHS MPAKTHYHHUX 3aHSTh.

30006ys8au euujoi oceimu noGUHEH 3HAU.

- 3arajibHy XapakTepHCTHUKa MYJIbTU(AKTOPIATbHUX 3aXBOPIOBAHb

- MPUHUUIMI PO3PaXyHKy T€HETUYHOTO PUBHKY.

- xiacudikaiisg MyIbTH(GAKTOPIATFHUX XBOPOO: XBOPOOH 3 TOJIMEHHOIO Ta MOHOTE€HHOO

CXUJIBHICTIO.

- NPUKIAAU NPUPOKEHUX BaJl PO3BUTKY MYIbTU(HAKTOPIaIbHOTO MOXOHKEHHS.

- MPUKIAJAA €KOTEHETUYHUX CUHAPOMIB.

- npukiaau (papMaKOreHETUYHHUX MATOJIOTTYHUX PeaKIlii.

- TpYIH T'eHiB, 10 OepyTh y4acTh B OHKOTEHE3I.

- OHKOT€HETUYHi CUHIPOMU
Ha ocHOBI TeOpeTHUHUX 3HAHb 3 TEMU:

eMImu:
- BUSIBISTH IHAUBIAIB 3 MIBUILIEHUM PU3UKOM PO3BUTKY MYIbTU(HAKTOPIaIbHUX XBOPOO,
- po3paxyBaTH I'€HETHMYHUH PU3UK MPH HANUOUIBII MOIIUPEHUX MYIbTH(PAKTOPIATbHUX
3aXBOPIOBAHHSIX.

2.2, IIuTtanHs 1J1s1 nepeBipku 0a30BHX 3HAHB 32 TEMOI0 IPAKTHYHOIO 3AHATTH

o Take MynbTU(aKTOpiaTbHI XBOpoOU?

Knacudikanis MmyabTudakTopiaibHUX XBOPOO.

3aranpHa XapakTepUCTHKa MYJIbTU(AKTOPiaTbHOT MATOJIOT .

SIK po3paxoBYIOTh TeHETUYHUIN PU3HK PU MYJIbTU(HAKTOPIaIbHUX 3aXBOPIOBAHHAX ?
[Tpuknaau nommupeHnx MyJIbTU(AKTOpIaTbHIX 3aXBOPIOBaHb: illIeMiuHa XBOpOOi ceplid,
rinepToHiuHa XBopooa, TpoMO0Dinis, IyKpoBHii AiabeT, XpOHIYHUN TaHKPEaTHT,
OpoHXiaJbHa acTMa, eniIerncis, mu3odpeHis.

I'eHeTHyYHa CXUIBHICTB 10 IH(EKIIHHUX 3aXBOPIOBAHb.

AR A

o



*®

10.

11.

o Take exoreneruka? [IpuKiagm eKOreHEeTHYHNX CHHIPOMIB.

o Take papmakoreneruka? [Ipukinaay GpapMakOreHETUUHUX MATOJIOTTYHUX PEaKIii.
[TyxnuHY K MyTbTH(AKTOpiaIbHA MATOJIOTIS 1 XBOPOOH, 00yMOBIIEHI MyTaLliIMU
COMAaTHYHUX KIITOK.

3araiipHa XapaKTEepUCTHKA 1 Kilacu(ikaiist reHiB, BiMOBITaIbHUX 32 PO3BUTOK ITyXJIMH.
Kanneporenni ¢gakropwu.

[ToHsATTS PO OHKOTEHETHYHI cuHApoMHU. [Ipuknamy.

2.3. TectoBi 3aBIaHHsl ISl NepeBipkH 0a30BHX 3HAHb 32 TeMOI0 NMPAKTUYHOIO

3aHATTH.

3aaannsn 1. Bubepits 0Hy HaliOUTHII IPABUIIbHY BIATIOBIAb

1. SIki MeTOTM BUKOPUCTOBYIOTHCS TSI IOKa3y MYJIbTH(HAKTOPIAIbHOT IPUPOIUA XBOPOOHU?
A. KitiHiko-reHeanoriyHui, OJIM3HIOKOBUH, TOMYJISIIIITHO -CTATUCTUYHH I

B. lutoreneTnyHi1 1 MOJIEKYISIPHO-IIUTOI€HETUYHI

C. luToreHeTnuH1 1 MOJEKYISIPHO-T€HETHYH1

D. LuroreneTnyHi, MOJEKYISIPHO-TEHETHYHI1 1 010XIMI4H1

E. KniHiko-reHeanoriyHui, IUTOT€HETHYHI 1 MOJIEKYJIIpHO-T€HETHUYH1

2. MakcumallbHUN T€HETUYHUN PU3UK PO3BUTKY MYJbTHU(AKTOPIAIEHOTO 3aXBOPIOBAHHS

CIIOCTEPITAETHCS Y POJAUUIB MEPIIOTO CTYINEHS CIIOPIAHEHOCTI. SIKUi BIICOTOK 3arajJbHUX I'eHIB
BOHM MarOTh?

A. 3,125 %
B.5%
C.125%
D.25%
E.50%

3. 'eHeTHYHA CXUJIBHICTH IO HAUTIOMIMPEHIITUX MYJIbTH(HAKTOPIAIBHIX XBOPOO CEPETHHOTO

BIKY BU3HAYAETHCS:

A. AyTOCOMHO-OMIHaHTHO

B. AyrocomMHO-perieCuBHO

C. I'enamu, 34e€TJICHUMH 3 X-XpOMOCOMOIO
D. IloairenHo

E. 'enamu mitoxoHApin

4. Ha3BiTh MynbTU(]AKTOpIabHI XBOPOOH:

A. Cunnpom Mapdana i cuaapom Enepca — Jlanmno
B. INomigakTuiis, eKTpOIaKTHITiS

C. LykpoBuii aia0eT, rinepToHiYHa XBOpoOa

D. Cimelina rinepxosiecTepuHeMis

E. Myxkomnomicaxapuaosu

5. Slkmo y mepuioi JUTHHU MyJIbTH(aKTOpiajibHa Bajla PO3BUTKY, €MITIPUYHHMHA PHU3HMK

HapOKEHHsI XBOPOT AUTUHH IIPU KOXKHIN MOJalbIlii BariTHOCTI CKiIajae (i OLUIbIIOCTI Baj):

A. bimspko 0 %
B.1-2%
C.24%
D.5-7%

E. 50-10 %

6. Ha3BiTh THI ciajkyBaHHs aHeHledaltii 1 spina bifida:
A. AyToCOMHO-peleCUBHUI



B. AyrocomMHO-I0MiHATHUI

C. 3uennenuii 3 X-XpoMOCOMOIO pELIECUBHUI
D. 3uennenwuii 3 X-XpoMOCOMOIO TOMIHAHTHUN
E. MynbpTrdakTopiansauii

7. Ans MynbTH(AKTOPiadIbHUX XBOPOO XapaKTEPHO BCE, 32 BUHSATKOM:

A. He ycniankoByroThCA 3a 3akoHaMu MeHnens

B. Pusuk HapomKeHHS TUTHHHU 3 MYJIbTH(AKTOPIAIEHOIO MATOJIOTIEI0 MiBUILYETHCS TPH
30UIBIICHH] KUTBKOCTI XBOPUX POJIUYIB

C. Cnocrepiraerbcs 0JHaKOBa 4aCTOTA MATOJIOTIl y 0ci0 pi3HOT cTaTi

D. Pusuk HapoKEHHS AUTUHHU 3HIDKYETHCS TPU 3MEHIICHHI CTYIEHS CIIOPIAHEHOCTI 3
ypaXXeHUM 1H/IUB1TyyMOM

E. Pusuk Hapo/DKeHHsS TUTHHHU 3 MYJIbTH(AKTOPIaJbHOIO MATOJIOTIEI0 30UIBIIYETHCA Y
3B’SI3KY 3 TSDKKICTIO KJIIHIYHUX MPOSIBIB

8. YV nBOX 310poBUX OaTbKIB HApPOJUBCS CHH 3 PO3KOJIMHOIO BEPXHBOI I'yOM (3asiua ryoa).
Pusuk HapomKeHHS qpyroi JUTHHY 3 M€K0 BaJOI0 CTAHOBUTHME:

A. Buseko 0 %

B.1-2%

C.24%

D.5-7%

E.5-10%

9. Jlo mynbpTH(haKTOpiaTbHUX 3aXBOPIOBAHD HAJICKATh:

A. T'emodinis, cepronoaiOHO-KIITHHHA aHEMIs

B. INomigakTuiis, eKTpOJaKTHITiS

C. ®eHIKeTOHYPIsA, MYKOBICIIH/IO3

D. luzodpenis, eninencis, MaHiaKaJIbHO-IETTPECUBHUM TICUX03
E. ledbextu ciony4yHoi TkaHuHU (cuHapoM MapdaHna Ta iH.)

10. BcranoBiena acoriaiiss 6aratboX MyJabTH()AKTOPIAIbHUX 3aXBOPIOBaHb 3 T'pylaMu
kpoBi ABO. Pu3uk po3BUTKY 3aXBOPIOBaHHS J1JIsl BOJIOIApPiB IEBHOT IPYNHU KPOBI MIABUIILYETHCS
Ha 10-30 %. Jlo MeauKo-reHEeTHYHOTO IIEHTPY 3BEPHYBCS YOJIOBIK BiKOM 21 pik 3 mpuBOAY
MIPOTHO3Y PO3BUTKY Y HHOTO XBOPOOH BHpa3ku ILITyHKa. Ha xBopoOy BUpa3Ku cTpakJlae MaTH
npobanna. Ilpu skiii rpymi kpoBi 3a cucremord ABO y dYosioBika pPHU3HK PO3BHUTKY
3aXBOPIOBaHHS Oyje BUIIUM?

A.1(0)
B. 11 (A)
C. 11 (B)
D. IV (AB)

11. Sxuii MeTO € OCHOBHUM IpH (POPMYBaHHI TPYNHU MiABUIICHOTO TEHETUYHOTO PUBHKY
BITHOCHO I[yKPOBOTO /ia0eTy?

A. KniHiko-reHeanoriyHui

B. bnizHiokoBuit

C. LHuroreneTnuyHuii

D. bioxiMiunuit

E. MouiekynsipHO-reHeTUYHUI

I11. ®opmyBaHHs npodeciiHUX BMiHb, HABUY0K

3.1. IlepeJiik HABYAILHUX NPAKTHYHHUX 3aBJaHb, SIKi He00XiTHO BUKOHATH MiJ Yyac
NPAKTUYHOI 0 3AHATTS:



Po6oTa 1. Po3B’s13aTH cuTyarlilini 3aBJaHHs

1. JIo MeaMKo-TeHeTUYHOI KOHCYJbTalli 3BepHYynacs kinka 20 pOKlB sKa CTPaXKJIa€ Ha
Hc0p1a3 3 IPHBO,Ly OPOTHO3Y HAPO/PKEHHS JiiTel 3 UM 3aXBOPIOBAHHAM. [i 4OTIOBIK 310pOBHit
1 B fioro ciM’i BUMajakiB XBOpoOU y poaudiB He Oyno. PH3MK HapomKEeHHS XBOPOI AUTHHU
CTaHOBUTb:

A. 0%

B.1-2%

C.24%

D.5-10%

E. 20 %

2. Jlo MeIMKO-TEeHETUYHOTO LIEHTPY 3BEpHYJACs CiM’S 3 TPUBOIY IPOTHO3Y PO3BUTKY Y
TUTUHU 6 Mic mcopiasy. Y Marepi IUTHHU Icopia3, 0aTbko 310poBUi. ['eHETMUHUI pU3KK
3aXBOPIOBaHHS Oy/i€ BUCOKUM, SIKIIO TUTHHA € HocleM HLA-antureny:

A.DR2

B. DR3

C.DR7

D. B8

E. B27

3. Crnoctepiraetbesi  acoriamis  MyJIbTH(PAKTOPIaTbHUX 3aXBOPIOBaHb 3  TIEBHUMH
reHeTUYHUMH Mapkepamu (rpynamu kpoBi ABO, HLA-anturenamun). Bkaxits, 1110 03Havae s
acoryarisg?

A. BibIl BUCOKY 4acTOTY MapKepa y XBOPHX, HIK Y 3TOPOBHUX

B. Po3ranryBanHs reHa, mo 00yMOBITIO€ XBOPOOy, 1 TeHa MapKepa Ha OJIHIA XpOMOCOMi

C. HasBHicTh pekoMOiHaIlIi MK TEHOM XBOPOOHU 1 TEHOM MapKepa

4. Jlna po6otu 3 BlJI-iHdikoBaHMMHU NOUIILHO BiIOMpATH JIOAEH, CTIMKHUX 70 IIHOTO
3axBOprOBaHHsA. {71 1bOTO 32 JOMOMOTOI MOJIEKY/ISPHO-TEHETHYHUX METOJIB HEOOX1ITHO
BHU3HAYWTH MYTallii TeHa, 1110 KOJYE:

A. binku kanieBux kananmis (20q13.3)

B. ®epmenr, sxuii 6epe yuacTb B jaerpajaaiii karexonaaminis (22q11)

C. Penenrop Ha noepxHi makpodaris i T-mimodorutiB (3p21)

D. MBL — maH03a-3B’s13yBajlbHU CHPOBATKOBUM JIEKTUH

E. SP-A- i SP-B-6u1ku cypdakranTta

5. CproroHi BUSIBJICHA F€HETHYHA CXUJIBHICTH O PO3BUTKY XPOHIYHUX OPOHXOJIETCHEBUX
npodeciiHuX 3aXBOpIOBaHb Yy maxTapiB. Ll CXHUIBHICTH MOB’s3aHa 3 MYTalli€l0 T'eHa, 110
KOJY€:

A. SP-A- 1 SP-B-6inku cypdakranTta

B. binku kanmieBux kaHaliB

C. al-aHTUTpUIICUH

D. I'myrartion-S-tpancdepasu

E. MonoamiHokcuaasy

6. Y xureniB kpain CepeaszemHoMopchkoro OaceiiHy 1 bmmspkoro Cxomy wacrto
3yCTpidaeThcss MyTaHTHUHM T'€H HEJOCTATHOCTI (pepMEHTY IiIroK030-6-pocdaTaeriaporesasu B
epUTPOIMTaX (peliecCuBHA 3UerieHa 3 X-XpOMOCOMOIO 03HaKa). Y YOJIOBIKIB-HOCIIB IIbOTO I'eHa
MOXYTh CHOCTEpIraTUcs MaToOJOTTYHi (hapMaKOTeHEeTHYHI peakiii (reMoJii3 epuUTPOLUTIB) Ha
MIPUHOM:



A. Cynbdaninaminis

B. utuniny

C. Izoniazuay

D. [aransmiifHux aHeCTeTUKIB
E. Koneiny

7. SIki mpenapaty 34aTHI CIPUYUHUTH TeMOJIITHYHUHN KpU3 y 0ci0 3 1e(iuTOM TIIH0K030-6-
docdarnerinporenazu?

A. Hitpodypanu

B. AHTHOIOTHKYM TETPALMKIIIHOBOTO PSAY

C. OpanbHi KOHTpaLECI THBH

D. AnTuaenpecantu

E. Agranunu

8. Ilicnst BBeCHHS MPOTHTYOEPKYIHLO3HOTO MpenapaTy i30Hia3uay CTaHIApPTHOIO J03010 Y
NEeSIKUX JIIOJIEM crocTepiraloThesl MOOIYHI peakilii, MOB’s3aHl 3 ypaXeHHSIM NepudepruuaHux
HepBiB. Taka gpapMakoreHeTHYHa peakiiis 00yMOBIIEHA MYyTaII€I0 T€HA, KU KOJye (PepMEHT:

A. XomniHectepazy

B. N-auerunrpancdepasy nedinku

C. I'moko30-6-hocdaraerimporeHasy

D. I'myration-S-tpancdepasy

E. Penapamii JJHK

9. 35-piyHa kiHKa B TpOIIeCi MIATOTOBKHU J0 IUIAHOBOI XIpypridyHO1 omepaiii moBimoMusia
aHecteslojora, 1o ii 1 Opata martepi OyJM MaTOJOTIYHI peakimii MiJ Yac XIpypriaHoro
BTPYYaHHs. Ha aHECTe3il0 y BHIJAAlI BUCOKOI Temmeparypu (Bume 40°). ILle mo3Bommio
MPUITYCTUTH HASABHICTh B CIM’1 T'€Ha 3JI0SIKICHOI rimeprepmii. J{s 1iel cutyarii cpaBeyinBo
BCE, OKPIM:

A. 31osKicHa rinepTepmis — 34eruUieHa 31 CTaTTIO0 O3HaKa

B. Pusuk po3BUTKY 3710SIKICHOT rinepTepMii y sK1HKU cTaHOBUTH 50 %

C. IlaTonoriyHa peaxiiisi 00yMOBJIEHA MYTAIlI€I0 TeHA, IKU KOJy€ PlaHOAMHOBHUH PEIENITOP

D. IlpoTumnokasani iHrasmiiHi aHecTeTUKH (PTOpOoTaH, ETUIOBHM edip Ta iH.)

E. MosxnuBwii po3BHTOK peakIlii Ha BBEJICHHS M’ S30BUX PEJIaKCaHTIB

10. ®opmyBaHHs 3JI0SKICHOT MyXJIMHU TIOB’s3aHE 3 NMEBHUMH KIITHHHHUMHU T'€HaMH, SKi B
HOPMI aKTUBYIOTh MITO3 KJIITOK. AKTHBAIis a00 Moaudikaiig X GyHKIIii iCTOTHO TPUCKOPIOE
npoutidepartiro kiaiTok. Ha3BiTh 111 TeHH:

A. IIpoTooHKOTreHH

B. [lyxnunHi cynpecopu

C. I'enn, mo 6epyts yuacts B penapanii JJHK

11. MimeHsaMu Aii IPOTOOHKOTEHIB €:

A. T'eHu, siKi CIPUSIIOTH allONTO3Y

B. ®axtopu pocty, peentopu 10 HakTopiB pocTy
C. Penenntopy aHTUMITOT€HHUX (aKTOPIB

D. AxTHBaTOp aHTUMITOI'€HHOTO Ir'eHa

E. Inri6iropu aktopis, 1110 CTUMYIIOIOTH MITO3

12. binburicts cnajkoBUX GopM MyXJIHMH 0OyMOBJIEHA yCIaAKYBAaHHIM:
A. OHKOTreHiB

B. I'eniB-cynpecopis

C. I'eniB-myTaTopiB



13. ¥V xBoporo niarHocroBano cunapom Jli-Opaymeni (MHOXKUHHI NEPBUHHI MyXJIHHH).
MyrTari€ro SKOro reHa 00yMOBICHHIA CHHIPOM?

A.p53

B. RAS

C.SRC

D. c-MYC

E.BRCA (1, 2)

14.V 50 % BcixX criopaiigHUX MyXJIHH CIIOCTEPIraeThesi MyTallis Tera pS3. Ski nmpomecu B
KJIITHHI BiH KOHTPOJIIOE B HOpMi?

A. TloBeprae nudepenuiiioBani KIiTku 3 Go-niepiogy B MITOTUYHUM LUK

B. Koaye peuenropu a0 dakropa pocty

C. AnanTepHuii OUTOK, AKUH TIEpeiae CUTHAII Bl perienTopiB GakToOpiB pOCTy B SAPO

D. 3anyckae nporpamy anonTo3y Npu MOIIKO/PKEHHI T€HETUYHOTO anapara KiIITHHU

E. Konye dbepmentu penaparii JHK

15. V 10-piyHOrO XJIOMYMKA BIAKPUTI JUISTHKY LIKIPH TIMEpHIrMEHTOBAHI, 3 JACTOBUHHSM,
TeleaHTieKkTazisiMu, Kepato3oMm. Ha ry0i 3moskicHa mnyxiauHa. CHUMITOMH TOB’s3aHI 3
nopymenHsaM penapanii  JIHK, nomkomkenoi ynbTpadioneroBuMm mnpomiHHsIM. JliarHos
3aXBOPIOBaHHS:

A. CimeiiHa MenaHoma

B. Cunnpowm JliHua

C. PerunoGmnactoma

D. IlirmenTHa Kcepoepma

E. Cungpom Xunnens — Jlannay

16. Ogna 3 GopM CHMagKOBHX IMYyXJIWH TOBCTOI KHIIKH JIOAWHHU (CHAIKOBUN IOJIIMNO3)
o0ymoBieHa iHakTuBallieto reHa APC, axkuii Koaye pepMeHT yOiKBITHHIIITa3y, M0 MPUCKOPIOE
po3Maj CTUMYJISATOPIB MiTO3y HUKIIHY B 1 - kareniny. [[o sikoi rpynu reHiB HaJIGKUTh el
MYTaHTHUM reH?

A. OHKOrenu

B. IIpoTooHKoTeHH

C. I'ean-cynpecopu

D. I'enu-myraropu

17. Y monexynspHO-TeHeTUYHii 1aboparopii oOCTeKYyeThCsS 30pOBa KiHKa 22 pOKIB, y
Mmatepi 1 6abyci sikoi OyB pak MOJIOUHOT 3a/103U. Y JKIHKU BUsABIIeHO MyTaHTHHI reH BRCAL.
BiporigHicTh po3BUTKY paKky MOJIOYHOT 3aJI031 Y KIHKU CTAHOBUT:

A. 0%

B.5%

C.25%

D. 50 %

E.85%

18. Ha oHOMY 3 MiANPUEMCTB XIMIYHOT TPOMHUCIIOBOCTI 0OCTEKeHa rpyna poOITHUKIB, K1
KOHTAaKTYIOTh 3 apOMaTMYHUMH aMiHaMHM, 3 METOI0 BU3HAUEHHsI aKTMBHOCTI (pepmeHTy N-
anermiTpancdepasu. Bussinena rpyma oci0 — MOBUIBHUX alETHIATOPIB. SIKi MaToOJOTiuHI
CTaHU MOXYTb PO3BUBATHCA Yy Ii€] Ipynu poOITHUKIB?

A. Emdizema nereHiB

B. Pak M0104HO1 3211031

C. Pak ceuoBoro Mixypa



D. MHOXHHHI eHIOKPUHHI HeoI1asii
E. PerunoGnactoma

19. ¥V 1971 p. Knudson 3ampomoHyBaB TillOTE€3y JABOXYAApHOTO MEXaHi3MY
romo3urotu3aiii. L{s rimoTe3a nosicHIoE:

A. MexaHi3M fii OHKOTCHIB

B. MexaHi3M nepeTBOpeHHS TPOTOOHKOTCHIB HA OHKOTEHU

C. PO3BHUTOK MyXJIMHH MIPH CaIKyBaHHI MyTaHTHOTO T€Ha-Cylpecopa

D. Pemapariro /JHK

E. MexaHi3M aii IpOTOOHKOTEHIB

3.2. Pexomenaanii (iHcTpyK1ii) 111010 BUKOHAHHS 3aBJAaHb

Jl51s po3B’s13aHHS CUTYallllIHUX 3aB/laHb BUKOPUCTOBYWTE MaTepiail PEKOMEHI0OBaHUX
MIAPYYHUKIB.

V. IlinBeneHHs miACyMKiB 3aHATTS, MOBiJOMJIEHHSI TPO OTPHUMAHI OIIHKH,
HAJaHHS JOMAIIHbLOI'0 3aBJAaHHSI.
V. Crnmncoxk pekoMeH/A0BaHOI JiTepaTypu
Ocnoena:

1. Kanmu6a H.M. I'enetnka: Kypc nekuii: HaBuanbHui nocionnk/ H.M. Kanguba. —
Cymu: YHiBepcuteTchka kHura, 2023. — 397 c.

Hooamkoea:

1. T'peuanina lO. b., XKananos C. 1., I'ycap B. A., BacunbeBa O. B. / MitoxonapianpHi
XBOpOOU: TpoOJeMHU IarHOCTUKH, JIKyBaHHS Ta mpodinakTuku: HaBuanpHuUit
nociOHuMK, pekomeHzoBaHU MO3 VkpaiHuW s CTYIEHTIB BHIIUX MEIMYHUX
HaBYaJNbHUX 3akiaaiB IV piBHA akpeauTarii Ta jikapiB-iHTepHIB. XapkiB, XHMY,
2010. 71 c.

2. 3anopoxan B. M., baxopa lO. 1., llleenenkosa A. B., HechokoBa M. M. Meauuna
renetuka: [linpyanuk ansa pumnie. Oneca: Oxpec. nepxk. men. yH-1, 2005. 260 c.

3. Menanuna reneruka: [linpyunuk / 3a pen. wi.-kop. AMH Yxkpainu, nmpodecopa O. 4.
I'peuaninoi, mpodecopa P. B. boratuprosoi, mpodecopa O. I1. Bonocosus.
Kwuis: Meaununa, 2007. 536 c.

4. Menuuna reneruka [ Tekcr] : HaBu.-meTo. noci6. / B. E. Mapkesuy, M. I1. 3aropoamii,
A. M. JIoGona. - Cymu : Cym. nepx. yH-T, 2011. - 387 c. : 1.

5. Hakaz MO3 Vkpainu Ne641/84 Big 31.12.2003. Ilpo ymoCKOHaJEHHS MEIUKO-
T€HETUYHOI JOTIOMOTH B YKpaiHi.

6. Emery’s Elements of medical genetics. 15th ed. / Peter Turnpenny, Sian Ellard.
Elsevier, 2017. 400 p.

7. Lynn B. Jorde, John C. Carey, Michael J. Bamshad. Medical genetics. 5th ed. Elsevier,
2016. 356 pp.

8. Read A., Donnai D. New clinical genetics. A guide to genomic medicine. 4th ed. Scion
Publishing Ltd, UK, 2021.

9. Speicher M. R., Antonarakis S. E., Motulsky F. G. Vogel and Motulsky’s human
genetics. Problems and approaches. 4th ed. Springer, 2010. 981 pp.

10. Young lan. D. Medical genetics. 2" ed. Oxford university press, 2010. 304 p.

EnexrponHni ingopmaniiini pecypcu



ba3za manmx HamionanmpHoro ueHtpy 6iotexnonoriunoi iHdopmanii CLIHA (NCBI), mo
MIpPEJICTaBIsE KHIKKKU 3 Oiomenuuuuu, mocionnkn NCBI ToImo, a Takox Hagae TOCTYI 10
pecypciB 3 reneTukH, Takux sk GeneReviews https://www.ncbi.nlm.nih.gov/books
OMIM (Online Mendelian Inheritance in Man) — An Online Catalog of Human Genes
and Genetic Disorders https://www.omim.org
http://ghr.nlm.nih.gov
http://www.orpha.net
http://rarediseases.org
Menuuna reneruka — B.E. Mapkesuu https://polka-knig.com.ua/book.php?book=333

IIpakTnune 3ansarra 11.
Tema: Metoau 1a60paTOPHOI 1IarHOCTHKHU CNAKOBHUX 3aXBOPIOBAaHb
Mera: 3acBoiTv yMIHHS CaMOCTIHHO BUKOPHMCTOBYBAaTH 3HAHHS aHaJi3y ()EHOTHUIIIB XBOPUX,
€TI10JIOT'11 CIIaJIKOBUX XBOPOO 3 METOIO BU3HAUCHHS TTOKa3aHHS 10 O10XIMIYHOT, ITUTOT€HETUYHO1
1 MOJIEKYJISIPHO-T€HETHUYHOT IIarHOCTUKH.

OCHOBHi NOHATTHA: CHHIPOMOJIOTIYHMM aHali3, MOPTPETHA [larHOCTHKA, OloXiIMIYHA
JIarHOCTHKA, CEJIEKTUBHHUI CKPUHIHT, IIMTOTCHETHYHA JIarHOCTHKA, KapioTumyBaHHs, FISH-
TECT, BU3HAYCHHS CTAaTEBOTO XPOMATHHY, IMOJIIMEpa3Ha JaHI[IOroBa peakiiis, mpaiimepu, Taq-
nosimepasa, cekBenyBanHs JIHK, enextopodopes pparmentis IHK, npsmuii meton JIHK-
niarHoctuky, Henpsima JIHK-miarnoctuka
O0aanHanus: MynbTUMeNIHHUN TPOEKTOp, HOYTOYK, MYJAbTUMEAINHI Mpe3eHTallli,
CUTYAIlliH1 3a7a41, TECTU 3 TEMHU, (EHOTUIIU XBOPHUX
ILnan:
I. Opranizaniiini 3axoam (TpuBiTaHHS, TEpeBipKa MPHUCYTHIX, MOBIIOMJICHHS TEMH, METH
3aHATTS).

Momusayia 3006ysauis euwoi oceimu w000 8UBHUEHHs MeMU.:

JliarHOCTHKa CITaKOBOi TATOJIOTii AY)XE€ BaXJMBa, TOMY IO sl 0ararhbOoX CITaJKOBUX
3aXBOpIOBaHb ICHYIOTH €(eKTHUBHI MeToau JiKyBaHHS. CBo€4yacHa JIarHOCTHKA JI03BOJISE
3a0€3MECUNTH HOPMAIBHUN (EHOTHUI XBOPOTO a00 TMOKPAIIUTH SKICTh HOTO JKUTTSL.
BcTaHOBNIEHHS TOYHOTO JIIarHO3Y CITaJKOBOTO 3aXBOPIOBAHHS BAXKIIUBE TAKOXK ISl BU3SHAYCHHS
TCHETUYHOTO PU3HMKY, MEIUKO-TEHETUIHOTO KOHCYIbTYBAHHSI CiM 1.

II. KonTposb onmopHoro piBHsi 3HaHb (ONMUTYBaHHS 3100yBadiB, cmiBOeciia 3a TemMo10
3aHATTS)
2.1. Bumoru 10 TeopeTH4YHOI rOTOBHOCTI 3100yBa4iB 10 BAKOHAHHS MPAKTHYHHUX 3aHATh.
30006y6au euujoi oceimu nOGUHEH 3HAMU.
- Meroau MeTn4HOT reHETHKH, K1 BUKOPUCTOBYIOTh IS AIarHOCTUKH CIaJIKOBUX XBOPOO.
- IlokazanHs i eTanu 010XIMIYHOT TIarHOCTUKH CITAJIKOBUX XBOPOO
- 3axBOpPIOBaHHA, IO MiJISATAIOTh MACOBOMY CKPHUHIHTY Y HOBOHAPOKEHHX, MPUHIIUITN
oprasizaiii CKpUHYIOYHX ITPOrPaMM
- OCHOBHI IUTOTEHETUYHI METOJM, TMOKA3aHHA JO MPOBEACHHS IUTOICHETHUYHUX Ta
MOJIEKYJISIPHO-IITUTOT€HETUYHUX JAOCTIHKECHb
- IIpuHnunu MoneKyaspHO-TeHETUYHOT JIarHOCTHKH.
- IlokazaHHS 10 MOJEKYISIPHO-TEHETUYHUX AOCTITKEHb.
- Meroa IJIP, sik 6a30BHit METO1 MOJIEKYIISIPHOT A1arHOCTUKHU.
Ha ocHOBI TeOpeTHUHUX 3HAHb 3 TEMU:

émMimu.

- IlpoananizyBaT (EHOTHI XBOPOTO, BU3HAYUTHU MIKpOAaHOMaii PO3BUTKY 1 BPOJDKEHI
BaJIM, 3aII03PUTH CHAIKOBY XBOPOOY.
2.2, [IuTtanHs AJ1s1 nepeBipku 0a30BHX 3HAHB 32 TEMOK0 IPAKTHYHOIO 3AHATTH


https://www.ncbi.nlm.nih.gov/books
https://www.omim.org/
https://www.omim.org/
http://ghr.nlm.nih.gov/
http://www.orpha.net/
http://rarediseases.org/
https://polka-knig.com.ua/book.php?book=333

1.  IIlo Take mopTtpeTHa AiarHOCcTHKA? BUKOpHCTAaHHS KOMI FOTEPHUX MIarHOCTUYHHX
nporpam i 6a3 JaHux.

[ToxazaHHs 10 HUTOT€HETHYHOI AlarHoCcTHKH. KapioTumyBanusa. MeTtoan pyTHHHOTO 1
mrdepeHIiaTbHOro 3a0apBIEHHS XPOMOCOM.

MonexyIsipHO-IUTOT€HETHYHI METO/IH.

BusHaueHHs cTaTeBOro XpOMaTHHY.

[Tokazannst mo JJHK-miarnocTukwy.

Etanu JIHK-miarHOCTHKY 3 BUKOPUCTAHHSM TOJIIMEPa3HOT JAHIFOTOBOT peaKiii
(ILJIP).

7.  BUKOpPUCTaHHS PECTPUKTA3, BU3HAUCHHS MOIIMOP(i3MY JOBKHH PECTPUKIIHHUX
¢dbparmenTiB, 6moT-riopumam3aris 3a Cay3epaomM, cekBenyBanns JJHK.

[Ipsmi 1 menpsimi metou JIHK-niarnoctuky.

BuxopucTtaHHs MOJEKYISIPHO-TEHETUYHUX METO/IIB Y CY/IOBIN MEIUIINHI.

10. Meron nepmaroritidika. OcoOIUBOCTI qepMaTOTITi(iKi TP XPOMOCOMHHX XBOPOOaX.
11. bioximiuHi MmeTou. [loka3aHHs 10 010XIMIYHOT JIarHOCTHKHU.

N

IS

© o

2.3. TecToBi 3aBIaHHA JIS NepPeBIiPpKU 02a30BUX 3HAHb 32 TEMOIO PAKTUYHOI0 3AHATTS.

1. SIkuit MeTo] BUKOPUCTOBYIOTH ISl IarHOCTUKU XPOMOCOMHHX XBOPOO?
A. IluToreHeTHIHUM.
B. lepmarormidiuauii.
C. JHK-niarnocTuka.
D. Kniniko-reHeanoriyHui.
E. Cnemmdiuna 6ioxiMidHa 11arHOCTHKA.
2. JIns 1iarHOCTUKH XPOMOCOMHHX XBOPOO BUKOPHUCTOBYIOTH BC1 METO/TH, 32 BUHATKOM:
A. KapioTumyBaHHs.
B. Bu3HaueHHs CTaT€BOr0 XpOMaTHHY.
C. bioxiMiyHUil.
D. Metoau JIHK-miarHocTukH.
E. Nepmarormidiunmii
3. ¥V xnomuuka 3 cuaapomom Kiaitadenprepa kapiotun 49, XXXXY. Sky KUTbKICTh TEJIEIb
bappa MokHa 3HalTH B KJIITHHAX EIITEIIIO 13 CIM30BO 000JOHKHU IIOKHU?

OO Wy
whdh ko

E.
4. KapioTunyBaHHi — OJMH 13 TreHeTHYHUX MeToAiB. [Ipu BurortomieHHi meTadazHOT
IUTACTUHKH BUKOPUCTOBYIOThH KOJIXIIMH. SIK BiH aie Ha miMpouuTu?
A. CTUMYIIOE KIITUHU IO MITO3Y.
B. Cnpuunnioe HaOyxaHHS KITITUHU.
C. 3ynuHse MiTo3 B MeTagasi.
D. 3ynunse mito3 B aHagasi.
E. CnpuunHioe HabyxaHHS XpOMOCOM
5. FISH-meton € oaHuM 3 HAWYyTIMBIMNIMX IUTOT€HETHUYHUX MeToAiB. [Ipote meton
JOPOTHi 1 BUKOPUCTOBYETbCS B THUX BHIQJAKAaX, KOJM I1HIII HUTOI€HETHYHI METOAU
BUSBIISIIOTHCSL Hee(EKTHMBHUMHU. SIka KIIHIYHA CHUTyaliss MoXe OyTH IOKa3aHHSAM [0
BUKOPUCTaHHS I[OTO METOY?
A. 'Y HOBOHApOHKEHOTO KIIHIYHI CHMITOMH CHHJIPOMY JayHa.
B. V niBumnku 13 pokiB KiiHIYHA cuMnromaruka cunapomy lllepemeBcbkoro —
Tepuepa.



C. Y 4onoBika 3 0JIirocrepmiero eBHYXOIqHA CTaTypa, TIHEKOMACTisl.

D. VYV §-MmicsuHOT JUTHHM BIJCTaBaHHI B IICUXOMOTOPHOMY PO3BHTKY,
rimomirMeHTanis, cneuniaHui 3anax ceyi.

E. Y 6-piuH0i AiBUMHKH 3 BIICTaBaHHSM B PO3BUTKY KIIIHIYHI CHMIITOMH CHHAPOMY
AnrenbMmaHa.

6. Jlo MemuKo-TeHeTMYHOi KOHCYNbTAIlil 3BEpHyJacss ciM’si 3 TPUBOAY 3BHYHOTO
HEBUHOUITYBAHHs BariTHOCTi. B aHamHe3i y JKIHKM YOTHUpPU CIOHTaHHI a0OpPTH B MEPIIOMY
TpUMeCTpi BaritHoCTi. Llst cuTyartist € mokazaHHsIM IS

A. KiiHiko-reHeanoriyHoro 006CTeXeHHs ¢iM’1 1 KapioTUITyBaHHS (KapiOTUIYIOTh
YOJIOBIKA 1 KIHKY).
B. Kiiniko-reneanoriyHoro o0OCTeXEeHHS CiM’i 1 CEJIEeKTHMBHOTO OI10XIMIYHOTO
CKPHUHIHTY.
C. KuiHIKO-TeHeaJoriyHOro OOCTeXEeHHS CIM'i 1 MOJEKYJISPHO-LUTOT€HETUUHOT
IarHOCTHKH.
D. Kiiniko-reHeanoriyHoro OOCTEeXEHHsI CiM’i 1 TPOBEAEHHS MOJEKYISIPHO-
TEeHETUYHOTO OOCTEKEHHS ITOIPYIKSI.
E. Kuiniko-reneasoriyHoro oOCTEeXEHHsI CiM'i 1 BHUKOPHUCTOBYBAaHHS METOIY
JepMaTOTII(IKH.
Binnogiai. 1 — muToreHeTHYH1 METOIU, SIK1 TO3BOJISIFOTh BUBYUTH KapIOTHIT XBOPOTO.
2 — He BUKOPUCTOBYIOTH 010XIMIYHHI METO/ (METO/] IIarHOCTUKH CIIaJAKOBHX XBOPOO 0OMIHY);
OCHOBHHI METOJ] — KapOITHUITYBaHHS, €KCIPEC-METOJ - BH3HAYCHHS CTaTeBOTO XPOMATHHY.
Po3pobneno meroau JIHK-miarnoctukm (ximbkicHi I1JIP). Meron nepmarormidiku —
JIOJTATKOBUH TIPH 0OCTEKEHH1 XBOPOTO.
3 — 3 rpy/0YKH CTATEBOTO XpOMaTHHY (Tinbls bappa). Ix KinpKicTs HA OJMHUIIO MEHIIA, HIK
KUTBKICTh CTATEBUX XPOMOCOM.
4. PocnuHHUN aJKaJoi[ KOJIXIIUH 3YMHHSIE MITO3 Ha CcTajii mMeTadasu, TOMy IO OJIOKye
YTBOPEHHSI HUTOK BepeTeHa MoALy.
5. MeTo1 BUKOPUCTOBYIOTH ISl TIATHOCTHUKUA MIKPOIMTOTEHETUYHUX CHHIPOMIB, TOMY BipHA
BianoBinb E. MikporutoreHeTnuHi — 00yMOBJICHI MAJICHBKUMH XPOMOCOMHUMU a0epallisiMu.
6. BiamoBiap A, TOMy IO YacTO MPUYMHOKO TAKO1 MATOJIOTil MOKe OyTH XpOMOCOMHa abo
reHoMHa MyTaiis. MOXIIMBO TakKoXX HOCIHCTBO cOallaHCOBAaHOI XPOMOCOMHOI MyTalii y
0aTbKiB.
II1. ®opmyBanus npodeciiHuX BMiHb, HABUYOK

3.1. IlepeJiik HABYAJIBLHUX NPAKTHYHUX 3aB1aHb, IKi HE0OXiIHO BUKOHATH i Yyac
NPAKTUYHOT0 3aHSTTSI:

Po6ora 1. [IpoananizyBatu ¢peHoTHIH XBOpUX. BU3HaunTH nonepeaniii niarno3. CKIIacTH MaH
0o0CTeXXEeHHsI 3 YpaxXyBaHHSM IOKa3aHb [0 LUTOTEHETUYHOI, OIOXIMIYHOI, MOJIEKYISIPHO-
TCHETUYHOT JIarHOCTUKHY.

Po6ora 2. Po3B's3atu cutyaltiiiti 3a1adi.

Po6ora 3. BigmoBicTu Ha TeCTOBI 3alUTaHHS.

1. Iloka3aHHAM A7 TPOBEACHHS LUTOI€HETUYHOTO aHaJIi3y €:

A. T'enarocnneHomeranisi, KaTapakTa, pO3yMOBa BiICTalICTh.

B. 3BHuHe HEBUHONTYBaHHSI BariTHOCTI 1 HAIBHICTh MEPTBOHAPO/KEHb B aHAMHE31.

C. HenepeHOCHICTh IeSKUX XapuOBUX MPOIYKTIB, TEMOJITUYHI KPi3H.

D. IlporpenienTHa BTpaTta HaOyTUX HAaBUYOK, CYIOMH, CHACTUYHI Hapaivi.

E. Hesposoriuni nposiBu (CyIoMH, 3HMWKEHHsS a0o0 MiABHILEHHS M S30BOIO TOHYCY,

CHaCTUYHI Mape3Hn).

2. OnirodpeHis y IUTHHHU B MOETHAHHI 3 BaJldAMU PO3BHUTKY 1 MIKpOQHOMATISIMU PO3BUTKY €
MOKa3aHHIMU JJIS:



A. KapiotunyBanus.

B. MoutekynsspHO-IIATOT €HETUYHO1 TIarHOCTHKH.

C. BioXuMI4HOT A1arHOCTUKHU.

D. lepmaTormiiyHOTO HOCHTIIKESHHS.

E. MonekymsipHO-TeHEeTUIHOTO JIOCITIKEHHS.
3. KapiotunyBaHHs — 0AuH i3 TeHeTHWYHHX MeToxiB. [Ipm BuroromieHHi meradaszHoOi
TUTACTUHKH BUKOPHCTOBYIOTH (DiTOT€MaritoTHHIH. SIKe /1it0 BiH YMHUTH HA JTIMPOUUTH?

A. CTUMYIIOE KIIITHHH JI0 MITO3Y.

B. Pyiinye BepeTeHo noiny.

C. 3ynuHse MiTo3 y Mmetadasi.

D. 3ynunsie mito3 B aHagasi.

E. CipuunHioe HaOyXaHHSI XpOMOCOM 1 KJIITHH.
4. BusiBeHHs rpy/IOK CTaTEBOI0 XpOMaTuHY (Tenenb bappa) B KIITHHAX €MITENI0 CIU3UCTOT
000JIOHKH IOPO’KHUHU pOTa — 11€ €KCIIPEC-METO J1arHOCTUKU:

A. Cunapomy [ayna.

B. Cunnpomy lllepemescbkoro — TepHepa.

C. Cungpomy Ilaray.

D. Ionicomii Y.

E. M’s30B01 muctpodii HromenHa.
5.V xinku 3 onirogpeniero kapioturn 48, XXXX. Ky KUIbKICTb IPYI0K CTATEBOIO XPOMATUHY
MOXHa 3HaUTH B OyKaTbHOMY 31CKpPIOKY?

A. 0.

B. 1.

A. KapiotunyBanus, JIHK-niarnoctuka, mopTpeTHa JaiarHOCTHKA.
B. Tloptpetna miarHocTuka, 6ioximiuni meroau, JJHK-giarnocTuka.
C. I'eneanoriuauii MeTOJI, MOPTPETHA NIAarHOCTHKA.
D. IlopTtpeTHa AiarHOoCTHKA, KApIOTUITYBaHHS, BA3HAYEHHS CTATEBOTO XPOMATHUHY.
E. IlopTpeTHa aiarHocTuka, 010XIMIYHUA METOI, KAPIOTHITYBaHHS.
7. lIpoGann - xsomuuk 9 Mic. MaTtu CKap>KUThCS Ha BIICTABaHHSI B PO3BUTKY 3 4 MiC, MJISBICTb,
COHJIMBICTB, TpUYl OyH CcyaoMH. Y XJIOITYMKA BHpa)K€Ha M’ s30Ba TIMOTOHIA, IIKipa CBITIA 3
€K3eMaTO3HUMHU BUCHUIIAHHSIMH, BOJIOCCS PYyCsBE, 04l ICHO-OJaKUTHI, «MUIIAuni» 3amax Moty
1 ceul. J{ns moanbmoro 0OCTeKeHHs HEOOX1THO B MEPIILY Yepry MPOBECTH:
A. KapioTunyBaHHs.
B. Kniniko-reHneanoriune o0cTexxeHHs ¢iM 1.
C. CenexTuBHUI O10XIMIUHUN CKPUHIHT.
D. Bu3HaueHHs CTaTeBOrO XpOMATHHY.
E. MonekynsipHO-TeHeTUYHE 00CTEKEHHS.
8. Ilonimepasna nanirorosa peakuis (I1JIP) BUKOpUCTOBY€EThCS Y BCIX BUNIA/IKAX, KPIM:
A. JlilarHOCTUKHA MOHOTE€HHHMX XBOPOO.
B. 'eHOMHOT JaKTUIIOCKOIIIT B CY/10BIf MEIUIIMHI.
C. 1iarHOCTHKY BPO’KEHUX BaJl PO3BUTKY.
D. JliarHOCTUKH OHKOJIOTTYHHX XBOPOO.
E. JliarHocTuky H(pEKUIHHIX XBOPOO.
9. IlokazaHHAM 0 MPOBEJEHHS 010XIMIYHOTO T€HETUYHOTO JIOCIIKEHHS €:
A. I'imorenitani3M, TimoroHaAu3M, O€3IUIIAHICTD.
B. Po3ymoBa BiacTaiicTh, NpUpoKeHi Ball pO3BUTKY.
C. IloBTOpHI BUMAJKK XpPOMOCOMHUX MEPeOya0B.
D. MHOXUHHI IPUPOKEHI BaJl PO3BUTKY.



E. 3arpumka NICHXOMOTOPHOTO PO3BHTKY B TMO€IHAHHI 3 TiMOMIrMEHTALIEO,
HE3BUYAWHUM 3allaXxoM Cevi.
10. TlokazaHHsIM 10 TPOBEACHHS OIOXIMIYHOTO TE€HETUYHOTO AOCIIKCHHS € BCl KIIHIYHI
CHUTYaIlii, 32 BUHATKOM:
A. Cynomu, mifBuiieHa 30y/UIMBiCTh, BiICTAaBaHHS B ICHXOMOTOPHOMY PO3BUTKY.
B. XpoHiyHa MHEBMOHIS, MOPYIIEHHS] BCMOKTYBAaHHS B KHILIEYHUKY, TITOTPOis.
C. Karapakra, rernatocruieHOMeratisi, BiICTaBaHHS B PO3BUTKY.
D. Mikpouedaris, TinepToHis, TiMONIrMeHTalis, 3aTpUMKa MOTOPHOTO 1 MOBHOTO
PO3BHTKY.
E. IIpupomkeHi Baau pO3BUTKY.
11. YV 6-piunoi giBUMHKHU 3 4-piyHOTO BIKY BTpaTa HaOYTHX HaBHYOK, «rpyOi prcH o0Iudus»,
KaMIITOJAKTHIIIS, TYrOPYXJIMBICTh CYIJIOOIB, KaTapakTa, 3HMKEHHA ciyxy. llo kiiHIYHOMO
CUMIITOMAaTHUKOIO MOTIEPEIHIN 1arH03 — MYKOIOoIicaxapu03. s miaTBepKeHHs 11arHO3y
HEOOX1THO TTPOBECTH TAKE OOCTEKEHHS:
A. KapioTunyBaHHs.
B. JIHK-nmiarnoctuky.
C. Bu3zHaueHHs eKcKpellii rI1iK03aMIHOTJIIKaHIB.
D. BusHaueHHs cTaTEBOro0 XpOMAaTHHY.
E. O0OcTexxeHHsa O4YHOTO JHA.
12. Jlo MeIuKO-TeHEeTUIHOI KOHCYJIBTAIlli 3BepHYJIacs CiM s — 3J0POBE MOJIOJE TOIPYHOKS.
Bin mepioi BariTHOCTI HapOAMBCS XJIOMYUK 3 MYKOBICIHA030M. MoOJIEKyIsipHO-T€HETHYHE
00CTEXKEHHSI TIOJIPYXKS MMOKa3aso, mo obunsa € Hociamu mytarii AF508 y reHi, mo komxye
TPaHCIOPTHUM MeMOpaHHUN OUIOK ans xjopuaiB. Ilpu aApyriii BariTHOCTI MPOBEACHO
XOpIOIEHTE3 1 OTPUMAHO TKAaHWUHY XOpioHa. IS TOAANBIIOTO MOCHTIKEHHS XOpioHA
HEOOX1THO TTPOBECTH:
A. TUIP.
B. IluToxiMiuHi JOCTIIHKSCHHS.
C. KapiotumyBaHHS .
D. BusHaueHHs cTaT€BOro XpOMAaTHHY.
E. docnimkenns 3a qonomororw FISH-merony.
13. SIxa KiTbKIiCTh MIKpOQHOMAJII PO3BUTKY MOXKE OYTH B JIFOJIMHUA B HOPMi?
A. He 3ycTpivaroThcst
B. Bix 0 no 3
C.Big 0 mo 6
. Big 0 mo 8
E.Bin 0 1o 10
14. TIpoGana — MIECTUPIYHHMM XJIOIMYUK, HAPOJMBCSA B 3I0POBHX MOJIOJMX OAaThKiB Bim 2-i
O6axxanoi BaritHOCTi. Jlo 4-X pOKIB pO3BUBABCS HOPMalbHO, y Billl 4-X POKIB 3 SIBUIUCS
CUMIOTOMH CcJa0KOCTI M’SI31B HIKHIX KIHIIBOK: HE Mir goOpe Oiratu, cTaB i3 TpyAoM
MmigHIMaTUCS 10 JpabuHi. B MOMEHT 0OCTEKEHHS BIiIMIYAETHCS CIAOKICTh M S31B HIDKHIX
KIHIIIBOK, MTOTIEPEKY 1 TA30BOTO MosACy. € TPYAHOIII ITPH BCTaBaHHI 3 Mi/IOTH. PiBeHb M’ s130B01
KpeaTiH(ocokiHazu B cupoBaTLi KpoBi mizBumieHni y 10 pasiB. [Ing sxoro cnajakoBoro
3aXBOPIOBAHHS XapaKTePHUH 1€l CHMITOMOKOMITIEKC?
A. CunapoM ¢pariibHOi X-XpoMOCOMHU
B. Axonaponunasis
C. Cungpom layna
1. M’s30Ba auctpodis [romenna
E. Cunapom Mapdana

3.2. Pexomenaanii (iHCTpyKILii) 111010 BUKOHAHHS 3aBJaHb



Jli1si BUKOHAHHS MPaKTHYHOI poOOTH HEOOXITHO 3BEPHYTH yBary Ha KJacHQiKalliro MeTo1iB
J1arHOCTUKY CIIaJIKOBUX XBOPOO 1 MOKa3aHHs JI0 HUX.

Jlo chemialbHUX TEHETUYHUX METOJMIB  HalleXkKaTh: CHHAPOMOJIOTIYHHM  aHAIi3,
TeHEATOTTYHUN, LUTOTEHETHYHI, MOJICKYSIPHO-TEHeTHYHi, OioXiMiuHi 1 aepmaroriidiuxi
METO/TH.

Cunopomonociunuit ananiz (Ilopmpemmna diaznocmuka)

CuHAPOMOJIOTUYHUN aHAII3 - II€ aHAI3 (PEHOTHUITY XBOPOTo (MiKpoaHOMAJTii, Baj PO3BUTKY,
Ta IHIOIMX CHMIITOMIB) 3 METOIO BHSBIICHHS CTIMKOTO TO€IHAHHS O3HAK JUIsl BCTAHOBJICHHS
niarHo3y. XBOpi 13 CITAJKOBOIO MATOJIOTIE0 OLIBIIE CXOXI OJUH HA OJIHOTO, HDK Ha CBOIX
Olomoriunux OatbkiB. [lpm aHamizi ¢GeHOTHUNy XBOpPOTO OCOOJIWBY yBary 3BEpTalOTh Ha
MIKpOaHOMaJIii 1 BaJiu po3BUTKY. MikpoaHOMaJIii MOXKYTb 3yCTpI4aTHUC Y 3I0POBUX JIt0/IEH (Bif
0 o 6). s XBOpHX 13 CIIaJKOBOIO MATOJIOTIEI0 XapaKTepHa OUIbIIa KUIBKICTh MIKpOaHOMAaIIIN
po3BUTKY 1/ab0 crnenudiuyne ix noegHanHs. CHHIPOMOJIOTITYHUN aHaNi3 € JOMOMDKHUM B
JIarHOCTHIIl XPOMOCOMHHUX XBOp00. BIH € TakoX € OCHOBHMM Ui JIarHOCTHKH HAaWOUIbII
BIIOMMX 1 MOIIMPEHUX MOHOTEHHUX XBOpOO, IO BHUSBIAIOTHCS BaJaMH PO3BHUTKY,
axoHJporuiasii, cuHapoMy Amnepa, cuHapomy Dpanueckerti 1 OaraTboX IHIIHUX.
CHUHIPOMOJIOTIYHUN aHajli3 — BaKIWBHUHN JOMOMDKHHUN METOJ B JIarHOCTHUII CMAJKOBHUX
XBOpOO crioy4yHoi TkKaHUHU (cuHIpoM Mapdana, cunapom Enepca — Jlanno), nesikux xsopo0
HaKOMHMYEHHS («rpy0e oO0nMMuusi» y XBOPUX 3 MYKOIOJTICAXapHuJa030M) Ta IHIIUX CITaJKOBHUX
MopyIeHb 0OMIHY PEYOBHH.

JIJIs  yTOYHEHHS JIIarHO3y CITaJKOBOI ITaTOJIOTIl IIUPOKO BHUKOPHCTOBYIOTHCS aTJacH
CHAJKOBUX CHHPOMIB.

. Bukopucmannsa komn’romepnux diaznocmuyunux npozpam i 6az 0anux

€ 2 tunu nporpam:

1) Jiarmoctuyni mporpamu. Ommc [HMX TporpaM MOKHA 3HANUTH Ha  CaWTi:
http://www.medgen.ru/index.shtml?page=develops/develops.html&menu=mainmenu.html
OnHiero 3 HAWKPAIIUX HA aHTTHChKI MOB1 BBaXKaeThes mporpama "Possum" (The London Date
Bases), sika MICTUTBh OTIMCH CIIAJKOBHUX 3aXBOPIOBaHb 3 MOpTpeTamMu xBopuXx. 2) CremiaabHi
KOMIT'FOTEPHI JIarHOCTUYHI TNPOTpaMH BHKOPUCTOBYIOTHCS JUIS aHAJI3y pe3yibTaTiB
[MUTOTCHETUYHUX 1 MOJICKYISAPHO-TCHETUYHUX JOCHIPKEHb, TpPEHATaIbHOI JiarHOCTUKU
(aHamiz  pe3ynapTariB  Ol0XIMIYHOTO 1 YJIBTPAa3BYKOBOIO CKPHHIHTY 1 pO3paxyHOK
1HAMB1AYaJIbHOTO TEHETUYHOTO PU3UKY).

3) Komn’roTepHi iHpopMariiiitHi 6a3u JaHUX.

Y CHIA ctBOpeHHH i IHIOAHS MOMOBHIOETHCSA KOMIT'IOTEPHUN aHAJIOI Karajora TeHiB i
MoHoreHHuX XBopoO B. Mak-Ksiocuka «On-line Mendelian Inheritance in Man — OMIM»
(http://www.ncbi.nlm.nih.gov/omim).

Humozenemuuni memoou

Metoau 6a3yr0ThCsl HA BUBYSHHI KapIOTUITY JFOAUHU.

J10 OCHOBHHX LIUTOI€HETUYHUX METOJIIB HaJIeXKaTh:

1) xkapioTHITyBaHHS;

2) MOJIEKYISIpHO-LIUTOT€HETUYH1 METO/IH;

3) BU3HAUEHHS CTATEeBOI'O XPOMATHHY.

Iloxa3aHHsI 10 IMTOreHETHYHOI JaTHOCTHKH

1. ITimo3pa HA XPOMOCOMHY XBOPOOY 32 KIIHIYHOIO CUMIITOMATHKOO (7Sl MiATBEPKEHHS
JiarHo3y).

2. Jlith 3 MHOXKMHHUMHU NPUPOJHKEHUMH BaJIlaMH PO3BHUTKY 1 iXH1 OaTbKH.



3. litH i3 3aTPUMKOIO ICHXOMOTOPHOTO PO3BUTKY 1 IXH1 OATHKH.

4. ity 13 3aTPUMKOIO 1 aHOMAJISIMUA CTaT€BOTO PO3BHUTKY.

5. MoapyxHi mapu, y SIKUX CIIOCTEPIracThCs HEBHHOIIYBAHHS BariTHOCTI (OUTbIE TBOX
CTMIOHTaHHUX a00PTiB) a0 iHIII PENIPOYKTUBHI BTPATH.

6. [MonpyxHi mapu 3 0OTSHKEHUM aHaMHE30M (MEPTBOHAPO/DKEHHS, HASBHICTh TUTHHU 3
MPUPOPKEHUMH BaJlaMH PO3BUTKY 200 XpPOMOCOMHOIO XBOPOOOTO, BHSBICHHS XPOMOCOMHOI
MaTOJIOTi y WIeHIB CiM 1).

7. be3mninHi moapyxHi mapu abo MOPYIICHHS PENpOIYKTUBHUX (DYHKIIH y >KiHOK abo
YOJIOBIKIB.

8. JloHOpH CTaTeBUX KIITHH, SIKi 3BEPHYIUCS B LIEHTP IITYYHOTO 3aIUTIAHEHHS.

9. Jleiiko3 (mnsi nudepeHIianbHOI MIarHOCTUKH, OIHKH e(EKTUBHOCTI JIKyBaHHS 1
MIPOTHO3Y Nepediry).

10. Oninka MyTareHHHUX BIUIMBIB (paAialifHuX a00 XIMIYHHUX).

MOJIEKYJ/IAPHO-T'EHETHYHI METO/IH (METO/JAHU THK-IIATHOCTHKH)

MonexyssipHo-reHeTuaHi MeTo i (Metoau JIHK-miarnoctiku) — 11e BesMKa i pisHOMaHITHA
rpyna MeTOoJiB, MpU3HaueHa JUIsl BUSABIEHHS Bapialliil y CTPYKTYpl AOCIIKYBAHOI JAUISTHKU
JTHK.

IMoka3anus 1o JHK-giarnocTuxkmn

1. IligTBep/KEHHS KIIIHIYHOTO J11arHO3Y MOHO T€HHOT'O 3aXBOPIOBAHHS Ta YTOYHEHHS TUITY
MyTalii.

2. TlpecuMnToMaTHYHA MIarHOCTHKA — KOJHM KJIIHIYHI O3HAaKW 3aXBOPIOBAHHS 3 Mi3HIM
ne0I0TOM BiZICYTHI.

3. BusBieHHS reTepo3UroTHUX HOCIIB MyTallii y BHITaJIKaX ayTOCOMHO-PEIECHBHUX a00
3UYEIUICHUX 3 X-XPOMOCOMOIO 3aXBOPIOBaHb

3. IlpenaranpHa AiarHOCTHKA MOHOTE€HHUX XBOPOO.

4. JliarHOCTHKa MpeIMIIaHTaIlliTHA.

5. BusiBneHHs TeHETUYHOT CXMIJIBHOCTI 10 MYIbTH(AKTOPIaTbHUX 3aXBOPIOBAHb.

6. InenTudikarii ocodn (reHOMHA JAaKTUIIOCKOTIIS ) 1 BCTAHOBJICHHS CITIOPITHEHHS B CYJIOBIH
MEIULIMHI.

7. JiarHOCTHKA OHKOJIOT1YHUX 3aXBOPIOBAHb.

8. Y kiiHiyHIN (hapMaKOTeHeTHIIl U1 BUSHAYCHHS THITY METa00JII3MY JTIKapChbKUX
npenaparis.

9. iarHoctrka iHekIiitHnx 3axBoproBanb (BusBieHHs JJHK a6o PHK 30yannka

10. s BU3HaUEHHS CTIHKOCT1 30y THUKIB 1H(EKIIHHUX 3aXBOPIOBAHb JI0 AHTHOIOTHKIB.
dopmyBaHHA CTIHKOCTI OB’ A3aHE 3 MyTallisIMU TIEBHUX T'€HIB, K1 MOXHA 1IEHTU(IKYBaTH.

11. V nepciekTHBi — JIsl CTBOPEHHS T€HETHYHOTO MacrnopTa Oyab-sIKO1 IO IUHU.

METOA JAEPMATOIJII®IKA

3acHOBaHUI Ha BHBYEHHI PUCYHKA IIKIpU Ha MAIbLAX, JOJIOHSAX 1 MimomBax (Bif rpei.
derma — mkipa, glyphe — wmamtoBati). BuBueHHs y30piB Ha MOIyIIEYKax IMabIliB
HA3MBAETHCA JAKTUJIOCKOMIEI, HA JOJOHSAX — TalbMOCKOMi€l0, Ha MiAOmIBaX —
TIaHTOCKOMIE0. OIS 3THHANBHUX CKJIAJIOK IPOBOAATH He030poeHuM okoMm. [laminspHi miHii
B I'PyJHOMY Billi JOCHIPKYIOTh 3a JOTIOMOT o0 3- ab0 5-KpaTHOT JIymnu.

Y MeauuHii TeHEeTHIl MeTOJ B OCHOBHOMY BHKOPHCTOBYETHCS SIK TOTMIOMDKHMM IS
JIarHOCTUKU XPOMOCOMHHUX XBOPOO.

OcobauBocTi gepmaTorJigikyu Nnpu XxpOMOCOMHHX XBOpo0ax

1) YotupunanplieBa MomnepevyHa JOJIOHHA CKIIAAKA.

2) Kinbka yr Ha najibLsgX pyK.

3) PamianeHi et Ha 1, 4 a00 5 mambIsIX KUCTI.

4) AucranbHuil ochOBUH TpHUpaaiyc, 30UIbIIeHHS KyTa atd.

5) Annasis mignaableBUX TPUPAALYCiB.

6) [Nonepeuna 3ruHaabHa OOPO3HA HA MIAOIIBI.

7) AyroBuii y30p Ha noJi [ manbist migonsy.



BIOXIMIYHI METO/IA

MeTo1 BUKOPUCTOBYIOTh ISl TIATHOCTUKH CIIaJIKOBUX XBOPOO 0OMIHY PEYOBHH.

BioximMiyHy IiarHOCTHKY, SIK IPABUJIO, IPOBOJATH B JiBa €Tamu: 1) MepBHHHA IarHOCTHUKA
(CKpUHIHT); 2) YTOUHEHHS J1iarHo3y.

CKkpHHIHT MOXe OyTH CEIeKTUBHUM ab0 MacOBHM.

Cenexmuenutl 0OIOXIMIYHUL CKpUHiHZ TIPOBOJUTHCS Cepel Tpyn MJiTed 1 Iopociux 3
KTIHIYHMME 03HAKAMH CITIaJIKOBOTO Ae(eKTy 0OMiHY pedoBHH. MeThcs Ipo «IpOCiioBAHHS
KOHTHHTCHTIB JiTeii abo IOpocinX, cepell SKHX MOYKHA 3 BHCOKOIO BIPOTITHICTIO YeKaTH
XBOPHX 13 CIIaJIKOBUMH XBOpOOaMu 0OMiHY.

Ilokazanusa onsa ceneKmueHo20 CKpUHIHZY:

1) 3aTpuMKa ICUXOMOTOPHOTO PO3BUTKY Y JITE€H PaHHBOTO BIKY, PO3yMOBa BIACTAJICTh Y
JITEN CTapIlIoro BIKY;

2) HEBPOJIOTTYH1 MOPYIIEHHS (CYJOMH, 3HIKEHHS M’ 30BOI0 TOHYCY, CIaCTUYHI ape3n);

3) IuCHencuyHl SBUINA, HENEPEHOCHMICTh OKPEMHUX MPOAYKTIB 1 JIIKIB, MOPYIIEHHS
BUTOJIOBYBAHHS;

4) nopyuieHHs (QI3UYHOrO PO3BUTKY AiTeH (3aTpUMKa B Haa0aBI[l Macu Tila Ta POCTY,
negopmMariis KICTOK Tyi1y0a 1 KIHI[IBOK Ta 1H.);

5) iHmi cumnToMH (pepMeHTOmNaTiii (KaTapakra, HOPYUIEHHS CIYXY, 30pYy, crernupiqHui
KOJIIp 13amax cedi, HIKIpHi MPOsBU Ta iH.).

VY cenexkTUBHUX Mporpamax MO>KyTh BUKOPUCTOBYBATHUCS SIKICHI 1 HAIIIBKUIbKICHI METOH, Y
SIKOCT1 MaTepialy — ceda abo KpoOB.

[Ipn migo3pi Ha HaAsABHICTH CHAJKOBOI MAaTOJIOTii OOMIHY PEYOBHH Y IMEpILy 4Yepry
MIPOBOJIUTHCS CEUOBUN CKPUHIHT. J[JI1 CE4OBOTO CKPUHIHTY BUKOPUCTOBYIOTH 15 — 20 mpocTux
SIKICHUX peaKIlii, Ikl OXOTUTFOIOTh MaKCUMaJIbHO IUPOKUU Kpyr Meraboiuynux nedexris. Li
peaxirii cripsIMOBaH1 Ha BUSBIICHHS Sy METa0OJIITIB, 5Ki, K IPABUJIO, XapaKTepH1 IS MLI01
IpyIU 3aXBOPIOBaHb

Tabauys
[Tpuknaay MpoCTUX AKICHUX EKCITPEC-TECTIB, IO BUKOPHCTOBYIOTH JIJISl CEYOBOTO CKPUHIHTY
Tect 3axBOpIOBaHHS Kouip ceui
[Ipo6a deninra DeHUTKETOHYPIs TemHo-3eneHuit
(tect 3 FeCls) AnkanTtoHypis 3eneHuit KOJTIp, 110
XBOpo0a KICHOBOTO CUPOITY HIBUJIKO 3HUKAE
Kouip xaki
[Ipoba Jleramns Ha | llykpoBuii miaber, riikoreHo3 I, | UepBoHwuii kotip
KETOHOBI Ti1a III, IV tumy, xBopoOa KI€HOBOTO
CHUpOILY, MITOXOH/IpiaJIbH1
XBOpOOH, TMOpYIIEHHS OOMIHY
OpraHiYHUX KICJIOT
Tect na kerokucnotu 3 | DeHUIKETOHYPIS, xBopoOa | )KoBTuit  komip  pi3HOI
2.4- KJICHOBOTO CHUPOIMY, TICTUNHEMIs], | IHTEHCUBHOCTI

JUHUATPO(EHUIT1IpasuHOM

TPaH3UTOpPHA TUPO3UITYPIs

¢buIbTpYyBaNbHOMY Namnepi)

IIUCTHHO3, XBOpoOa XapTHymna

IIpo6a beneaukra ykpoBuit  miaber, 1wcTHHO3, | Koip Bapitoe Bix 3e1€HOTO
NOPUPOPKEHA  HEMEePeHOCHMICTh | 0 OPaHKEBOTO
JaKTO3H Ta bpyxTo3u,
rajlakTo3emis, HUPKOBA
TJIIOKO3Ypisi, CMHApoM PaHKOHI
ianin-uirponpyccunuuii | [oMouucTUHYpis,  HHUCTUHYpId, | 3eMeHU  Koyip  pi3HOT
tecT bpanna rinepamMoHieMis IHTEHCUBHOCTI
Tect Mimnona (1a | Tupo3uHo3, rajakTosemisi, | YepBOHO-OpaHKEeBUI

KOJIIp




Tect Beppi (ma | Hesiki tunu mykomosicaxapuao3iB | Crilike mypnypoBe Kilblie
(GUTBbTpyBAILHOMY TATIEpi) Ha OJakuTHOMY (OHI

[Ipu mino3pi Ha MOpPYLIEHHS NEBHOI JaHKH METa0O0Ii3MY MPOBOAUTHCS IarHOCTHKA 32
JOTIOMOTOI0  TOHKOIIApOBOi  xpomarorpadii aMiHOKMCIOT, JMixiB, BYTJEBOIIB, Ta
OJIIrocaxapuaiB; KUTbKICHE BUSHAUCHHS TJIIKO3aMIHOTIIIKAHIB Ta CEUOBOT KHCIOTH B CEUi.

B psaai BumankiB sl CKPHHIHTY JOCTIDKYIOTH KpOB. Tak, METOIOM elleKTpodope3y
BUSBIISIIOTECSL  JIepeKTH OOMiHYy TreMoryioOiHy (reMorioOiHymarii); mhpu  mimo3pi  Ha
MITOXOHJIpiaJIbHI  XBOPOOM BHM3HA4YalOTh BMICT TWipyBaTy 1 JAKTaT; TOHKOIIApOBa
xpomarorpadis aMiHOKACIOT BUKOPHCTOBYEThCS JUISI IIArHOCTUKY aMiHOAIH Ty Piid.

KinmeBwuii eram 0i0XIMIYHOT JIarHOCTHKH — I TOYHA BepUQikallis 3axBOproBaHHs. J[is
YTOYHEHHS J1arHO3y BUKOPHCTOBYIOTH KUIBKICHI BHCOKOTEXHOJIOTIYHI METOAM O10XIMIUHO1
JiarHOCTUKU. Tak, JUIsl BUSIBIIEHHS CIIaJIKOBUX MOPYLIEHb OOMIHY OPTaHIYHUX KUCIIOT, KUPHUX
KHUCJIOT , AaMIHOKHUCJIOT, MITOXOHJpIATbHUX XBOPOO BHKOPUCTOBYIOTH METOJU Ta30BOi
xpomatorpadii 1 Mac-CIeKTpOMETpii; UIsl BUBHAYEHHS] aMIHOKUCIIOTHOTO CIEKTPY KpOBi 1 cedi
- aMIHOKHCIIOTHUM aMiHOaHaNi3aTop; KUIbKICHA piAMHHA XpoMarorpadis - sl A1arHOCTHKU
XBOp0O OOMIHY OpPraHiYHUX KUCJIOT, aMIHOKHCJIOT, MITOXOHAPIAIbHUX XBOPOO, MOPYIIEHHS
LUKITy CEYOBUHU; KOJOPUMETPUYHUM METOJ - /U1 BU3HAYEHHSI PIBHS OPOTOBOI KUCIIOTH B Ceul,
JUTSL JTIAaTHOCTHKW TIOPYIIEHHS OOMIHY CEYOBOi KHCJIOTH, IS JIarHOCTUKH PSIy XBOPOO
KOPUCHUMH € XpoMmarorpadis Ha I0H0-OOMIHHMX CMOJIaX, METO/1 ra30-piqMHHOI XpoMaTorpadii
Ta IHII. AKTHUBHICTb (PEPMEHTY MOXKE JOCHIII)KYBAaTUCh B KYyJIbTypl KIITHH (J1I30COMHI
XBOpPOOU, MYKOTIOJTICaXapua03).

Jlis miATBEpAXKEHHS J11IarHO3y MOXKYTh BUKOPHCTOBYBATHUCS HE TUIbKM O10XIMIYHI METO.H,
ajie ¥ MUTOXIMIYHI, MOJICKYJIIPHO-TEHETHYHI METO/IU, O10TICIS TKAHWH Ta OPTaHiB 3 T0IaIbIIIIM
JOCITIKEHHSIM TICTOJIOTHYHUX MpernapaTiB MiJ] CBITIIOBUM a00 €IEKTPOHHUM MIKPOCKOTIOM Ta
IH.

VI.  IlixBemeHHs MiACyMKiB 3aHATTS, MOBiIOMJIEHHS PO OTPUMAaHI OWIHKH,
HA/IAHHS IOMALIHBOT0 3aBaAHHS.
VII. Cnucok peKoMeH/10BaHOI JliTepaTypu
Ocnogna:

1. Kangu6a H.M. I'enetuka: kypc jnekiii: HaBdaibHU nocionuk/ H.M. Kanguba. —
Cymu: YHiBepcuterchbka kaura, 2023. — 397 c.

Hooamkoea:

1. T'peuanina lO. b., XKananos C. L., I'ycap B. A., Bacunnena O. B. / MitoxonapianbHi
XBOpOOM: TpoOJIeMU [iarHOCTHKH, IJiKyBaHHS Ta mnpodinaktuku: HapuanbHUiA
nociOHuk, pexkomengoBanuii MO3 VYkpaiHu [ CTyIEHTIB BHUIIMX MEIUYHHUX
HaBYAJIBHUX 3aKiaaiB IV piBHA akpeaurarlii Ta jikapiB-iHTepHIB. XapkiB, XHMY,
2010. 71 c.

2. 3amopoxan B. M., baxopa lO. 1., [lleBenenkona A. B., YecHokoBa M. M. Meauuna
rederuka: [linpyuynuk qs Bumis. Oxpeca: Onec. nepx. mea. yH-T, 2005. 260 c.

3. Menununa renetuka: [ligpyunuk / 3a pen. wi.-kop. AMH Vkpainu, npogecopa O. 5.
I'peuaninoi, npodecopa P. B. borarupsoBoi, npodecopa O. I1. Bonocosus.
Kwuis: Meaununa, 2007. 536 c.

4. Menuyna renetuka [ Tekcr] : HaBu.-meTo. oci6. / B. E. Mapkesuy, M. I1. 3aropoamii,
A. M. JIoGona. - Cymu : Cym. nepx. yH-T, 2011. - 387 c. : in.

5. Hakaz MO3 Vkpainu Ne641/84 Big 31.12.2003. Ilpo ymOCKOHAJIEHHS MEIUKO-
TeHEeTUYHOI JOTIOMOTH B YKpaiHi.

6. Emery’s Elements of medical genetics. 15th ed. / Peter Turnpenny, Sian Ellard.
Elsevier, 2017. 400 p.

7. Lynn B. Jorde, John C. Carey, Michael J. Bamshad. Medical genetics. 5th ed. Elsevier,



2016. 356 pp.

8. Read A., Donnai D. New clinical genetics. A guide to genomic medicine. 4th ed. Scion
Publishing Ltd, UK, 2021.

9. Speicher M. R., Antonarakis S. E., Motulsky F. G. Vogel and Motulsky’s human
genetics. Problems and approaches. 4th ed. Springer, 2010. 981 pp.

10. Young lan. D. Medical genetics. 2" ed. Oxford university press, 2010. 304 p.

EnexrponHi ingopmauiiini pecypceu

baza nanux HamionansHoro nentpy 6iotexnosoriynoi iHdopmaiii CIIIA (NCBI), mo
MIpe/ICTaBiIsie KHIKKKU 3 Olomenuuuuu, nocionukun NCBI tomio, a Takox Hajgae J0CTym JI0
pecypciB 3 reneTkH, Takux sk GeneReviews https://www.ncbi.nlm.nih.gov/books
OMIM (Online Mendelian Inheritance in Man) — An Online Catalog of Human Genes
and Genetic Disorders https://www.omim.org
http://ghr.nlm.nih.gov
http://www.orpha.net
http://rarediseases.org
Menuuna renetuka — B.E. Mapkesuu https://polka-knig.com.ua/book.php?book=333

IIpakTuyni 3ansarra 12, 13.
Tema: PiBHi Ta LUIAXU NpoBeAeHHA NPOPINAKTHKH CIAKOBUX XBOP00. Meauko-
reHeTHYHe KOHCYJIbTYBaHHS. 3ajik
Merta: chopmyBaTH yMiHHS 3aCTOCOBYBATH 3HAHHS MPO KiacHQiKaIliio, €Ti0JI0TiI0 MaTOreHe3
CIHaJIKOBHX 3aXBOPIOBAHb B KOMIUIEKCI JJIsi BU3HAUEHHS MOKa3aHb /10 MEIUKO-T€HETHYHOTO
KOHCYJIbTYBAaHHS.
OCHOBHi NOHATTA: MEIUKO-TeHETUYHE KOHCYJIbTYBAHHS, TIEpBUHHA MPOQiIaKTHKa, BTOPUHHA
npoUIaKTUKA, 3araJbHOTIOMYIISIINHANA TeHETHYHUA PU3HK. NTPEKOHIICTIIHHA TPOodiTaKTHKA,
1HBa3iiiHaA Ta HEIHBa3ilHA MTpeHaTaIbHA J1arHOCTHKA, MPEeHATaIbHUN CKPUHIHT, HECOHATATLHUM
CKpPUHIHT
Obaagnanusi: MynbTUMEOIMHUN MPOEKTOpP, HOYTOYK, MYJIBTHUMEIIMHI Tpe3eHTallii,
CUTYaIIlifH1 3371a41, TECTH
ITnan:
I. Opranizamiiini 3axoau (puBiTaHHS, TEPEBipKa MPUCYTHIX, MOBIIOMJIEHHS TEMH, METH
3aHATTS).
Momusayis 3000ysauie euwjoi oceimu w000 eusuenHs memu: MeTUKO-TCHETUYHE
KOHCYJIbTYBaHHSI — OCHOBHUU HAIPSIMOK MEPBUHHOI 1 BTOPUHHOI MPO(DLIAKTHUKU CIIaKOBUX
XBOPOO, OCHOBHMI HaNpsMOK CiMeiHOI mpodinakTuku. Lleit Bua creniaiizoBaHoi T0IMTOMOTH
HACEJICHHIO CIPSMOBAaHUN Ha TMOMEpPEPKeHHS HApO/LKEHHs JWUTUHU 13 CHaJKOBOIO 1
MPUPOKEHOI0 TATOJOTI€l0. AKTYalIbHICTH TeMH OOYMOBJIEHA BHCOKMM MOMYJSIIHHUM
PHU3UKOM CIaJKOBOT MAaTOJIOT], 110 00YMOBIIIOE€ HEOOX1AHICTh MPOITAKTHUHUX 3aX0/IIB SK Ha
PIBHI pOJMHM, TaK 1 Ha MOMyNALIHHOMY piBHI. Tema 3aHATTS Mae BENMKE 3HAYCHHS IS
MIAOTOBKY MailOyTHIX JikapiB OyJib SIKOTO (Paxy 1 0cOOINBO CIMEHHOTO JIKapsL..
II. KonTposibp onmopHOro piBHs 3HaHb (ONMTYBaHHSI CTYAEHTIB, cmiBOeciza 3a TemMoOl0
3aHATTH)
2.1. Bumoru 10 TeOpeTHYHOI TOTOBHOCTI CTYIEHTIB 10 BUKOHAHHS MPAKTUYHUX 3aHSATh.
3006y6au euwoi oceimu noguHeH 3HAMU:

— piBHI, BUIM, HIUISIXU NPO(UIAKTUKH CHIAJKOBUX XBOPOO;

— TIOKa3aHHSA 10 MEAUKO-TEHETMYHOI0 KOHCYJIbTYBaHHS;

— MeTy Ta 3aJladyi MeIMKO-TeHETUYHOTO KOHCYIbTYBaHHS;

—  CTPYKTYpY MEAUKO-T€HETHYHOI KOHCYIbTAIlii;


https://www.ncbi.nlm.nih.gov/books
https://www.omim.org/
https://www.omim.org/
http://ghr.nlm.nih.gov/
http://www.orpha.net/
http://rarediseases.org/
https://polka-knig.com.ua/book.php?book=333

— TNPUHIMII NPEKOHIENIIHHOI TPOo(LIaKTHKHY,

— 1HBa3iliHi Ta HEiHBa31iHI METOIM IPEHATAIBHOI JIarHOCTHKH;
— TpeHaTaJbHUN CKPUHIHT;

— JICOHTOJIOTIYHI MUTAHHS MPOCIIOI0YNX IPOTPaM.

Ha ocHOBI TEOpETHYHUX 3HAHD 3 TEMHU:

eMimu.

HaJaTH POJIMHI MPAaBUILHY iH(POPMAIIiI0 010 JPKEPET FTeHETUIHOTO PU3HKY 1 IIJISAXIB
MOTO 3MCHIIICHHS;

OLIIHUTH CIMEWHUI aHaMHE3 3 METOIO BHBIICHHS OCi0, sIKi MOTPeOYIOTh KOHCYIbTAIII]
JiKaps-TeHETHKA

2.2. IlutanHs A9 nepeBipKu 0a30BUX 3HAHb 32 TEMOIO CeMiHApy

[IpuHIMUn  MPEKOHTIEMIIIHHOT

MOHOT€HHHX XBOpPOO 1

T€HETHYHOT CXUJILHOCTI 1o

1. MenuyHi 1 comiaibH1 aCIIEKTH CMAIKOBOI 1 TPUPOHKEHOT MAaTOIOTIi.

2. o Take 3arambHOMONMYISIIMHNNA TeHeTUYHUH pu3uk? Yum BiH nosicHIoeThes? Yomy
JOPIBHIOE?

3. OcCHOBHI HanpsIMH TEPBUHHOT 1 BTOPUHHOT MPOQLIAKTHKH CIIAJAKOBOT MATOJIOT 1.

4. Opranizanis MEAUKO-TEeHETUYHOT IOTIOMOT Y HACEJIEHHIO Y KpaiHU

5. IIlo Take MeauKO-reHETUYHE KOHCYNbTYBaHHA? [loka3zaHHS 1O MEIUMKO-T€HETUYHOIO
KOHCYJIbTYBaHHS.

6. 3aBmaHHS 1 eTany MEJIUKO-TEHETHYHOTO KOHCYIbTYBaHHS

7. TlokazaHHs 10 TPEKOHUEMIIHHOI TPOQPUIAKTHKH.

MPOQITaKTHKH.

8. Kiracudikariiss METOIIB IpeHATAIBHOT JIarHOCTHKY. [HBa3WBHI 1 HEIHBA3UBHI METO/IH.

9. Ckpwuninr I i Il TpumecTpiB BarirHoOCTI.

10. CyuacHi Mmetou ipeHaTasibHOTO CKpuHIHTY (NIPT)

11. TlpyHnMnM  TpeHaTalbHOI JIarHOCTUKH XPOMOCOMHHUX,

MIPUPOIKEHUX BaJl PO3BUTKY.

12. JliarHOCTMKa CHAJKOBHX 3aXBOPIOBAHb B CHCTEMI CYYaCHHX PEMPOTyKTHBHUX
TEXHOJOTIH.

13. MacoBwuii CKpUHIHT HOBOHApOPKeHUX. BUMOTrH 10 cCkpuHIHroBUx nporpam. [Ipuxmanm
CHAJIKOBUX 3aXBOPIOBAHb, JJISl SIKHX PO3POOJEHO HPOrpaMUd MacoOBOTO CKPUHIHTY
HOBOHAPOKEHUX.

14. JliarHOCTMKa T'e€TEPO3UTOTHUX HOCIIB PEIECMBHUX MYTaHTHUX TEHIB MOHOTCHHHX
CHaJIKOBHUX 3aXBOPIOBAHb. Busnauenns
MyJbTU(AKTOPIAIEHUX 3aXBOPIOBAHb.

15. 'eneTnyHuii macmopT - MEPCHNEKTHBHUN HANpsAMOK NPO(UTAKTHKK CITagKOBOI 1
MIPUPOJHKEHOT ITaTOJIOT 1.

16. EtnuHi, MopaJibHI 1 TpaBOBi MPoOIEMHU B METUYHIN TCHETHIIL.

2.3. TecToBi 3aB1aHHA Ta 32/1a4M VIS NlepeBipKy 0a30BUX 3HAHDb 32 TEMOIO CeMiHapy:

3aBaannsa 1: O0epith 0HY HAMOLIBII MIPABUIIbHY BIAMIOBIIH

1.

Baritna >xinka 22 pokiB. Ilepmia

B. V31, Buznauenns A®II i XI'T y kpoBi

BaritHicTb B TepMiHi 12 Twxk. Ilpu VY3
BUSBJICHO 30UIBIIIEHHS TOBIIMHU
KOMIpPIIEBOTO MPOCTOPY. Y CHPOBATII KPOBi
BariTHOI 3HWKeHa KoHIeHTpallis PAPP-A i1
MiABUIIEHAa KoHIeHTpamis Oera-XI'. Ska
TaKTUKa JIKaps OI0J0 BHUOOPY METOMIB
MpeHaTaIbHOI JIarHOCTHKHU?

A. Heranbue Y3]I miona.

matepi B TepMiHi 15-30 Trx.

C. IaBa3uBHa 3
KapiOTUITYBaHHSIM

D. IuBa3ziBHi MeToau 3 mogansmor JJHK-
IarHOCTHUKOIO.

E. AMHIOIIEHTE3 1 BU3HAUYCHHS
koH1eHTpauii ADII B aMHIOTHYHIN piiuHI.

10 JaJIbIITUM



2. YV xoxHii ciMi € pusuk
MEPTBOHAPOUKCHHS, PHU3UK HAPOKEHHS
JUTHHH 13 CHAJAKOBUMU 3aXBOPIOBAHHSAMH 1
MIPUPOKEHUMU BaJlaMu PO3BUTKY
(3arampHOTIOMYIAIIHHUT TEHETUYHUI
pusuk). Jlns  3mopoBux  OaThKiB B
ONTUMAIILHOMY  TITOPOAHOMY BIlli  BIiH
OI[IHIOETHCS B:

A. 1-2 %.

B. 2,5 %.

C.3%.

D. 5,5 %.

E. J1o 20 %.

3. [IpeHaTanpHO 3a JOMIOMOTOIO METOJIIB
V3] MokHa JlarHOCTYBaTH BCE, KPIM:

A. Anennedaii.

B. JledexTiB nepeqHb01 YepEeBHOT CTIHKU.

C. IonikicTO3y HUPOK.

D. Axonapormutasii.

E. deninkeronypii.

4. Ha3BiTh HallepeKTHUBHIINII METOIU

MPEHATAITHHOTO CKPUHIHTY nedeKTiB
HEPBOBOI TPYOKH:

A. XopioleHre3 3 10 JAJIBIIIUM
Kap1OTHUITYBaHHSIM.

B. IlnanentouenTe3 3 nogansmor JIHK-
IIarHOCTHUKOTO.

C. Busnauennss A®II y cupoBatiii KpoBi
BariTHOI 1 yJIbTpa3ByKOBa J1arHOCTHKA.

D. AmHIOIIEHTES 3 O IAJIBIIUM
Bu3HaueHHIM ADII.

E. V3/I.

5. MacoBuii 0lOXIMIYHUH CKPUHIHT
nepeadavae:

A. ObcTexxeHHs 1iTel 3 yCTaHOB IS THX,
110 ToraHo Oayars.

B. JocmimkenHs kpoBi abo  ceui
HOBOHAPOKEHUX Ha BMIiCT
TJ1IKO3aMIHOTIJIIKaHIB (MYKOTIOJIiCaXapH/liB).

C. OOcrexxeHHs HOBOHApO/KEHHUX 3
METOI0 BUSBJICHHS MEBHUX (HOPM CHaKOBOI
M1aTOJIOTII B JOKJIHIYHIN cTail.

D. O6O6crexxeHHss Jitell 3 CyIOMHHM
CHHJIPOMOM, BiJICTaBaHHSIM y
NICUXOMOTOPHOMY PO3BUTKY, Haparuierielo.

E. O6crexxenns aireit 3 BiACTaBaHHIM Y
MICUXOMOTOPHOMY PO3BUTKY,
rernaToCIUICHOMETANIEI0,  HEeTePEHOCHICTIO
XapuOBHUX MPOIYKTIB.

6. Xopiouentes 3 moxaneinow JIHK-
JIarHOCTUKOI0 — 1€ OCHOBHHMH METOJ
NpeHATaJbHOI JIarHOCTUKH B TEPIIOMY
TPUMECTp1 BariTHOCTI:

A. Cunapomy [layna.

B. Cungpomy UlepemeBcbkoro —
Tepuepa.

C. letdexTiB 3aKpHUTTSI HEPBOBOI TPYOKH.

D. Axonaporurasii.

E. ®eninkeTonypii.

7. BaritHa xiHka 40 pokiB Ma€ B aHaMHe31
3 3mopoBux pireil. Tepmin BaritHOCTI 7
TWKHIB. flka TakTHKa JiKaps BiJIHOCHO
BUOOpY METO/1y PEHaTaIbHOT TIarHOCTUKU?

A. XopionenTtez (Oiomcisi XopioHa) 3
MIOJTVTEIITMM KapiOTHITYBaHHSIM.

B. AmMHIOIIEHTES 3 O IAJILIITNM
KaplOTUITYBaHHSIM.

C. [IpoBenenns YIIBTPa3BYKOBOTO
00CTeXKEHHS.

D. BusnauenHs anbda-deronpoTeiny B
CHUPOBATII KPOBI.

E. [IpoBeneHHs YJIBTPa3BYKOBOTO
OOCTe)XGHHSI 1  BHU3HAYCHHs  ayb(da-
derompoTeiny.

8. HaifepexTuBHimMA  MeTON IS
MpeHaTaIbHOI JIarHOCTUKH TPUPOHKEHUX
BaJl OTIOPHO-PYXOBOi CHCTEMH:

A. YIbTpa3ByKOBE JTOCITIHKEHHS.

B. Busnauennss A®II y cupoBatiii KpoBi
BariTHOI.

C. VYibTpa3ByKOBE JOCITIDKEHHS 1
Bu3HaueHH ADII.

D. AmHioneHres.

E. Xopionenres.

9. Sxuii  cUpOBAaTKOBUH  Mapkep
BUKOPHCTOBYEThCS ISl MPEHATaIbHOI
TIaTHOCTUKA B MEPIIOMY  TPUMECTpi
BariTHOCTI?

A. PAPP-A.

B. ADIIL.

C. XI'T.

D. HE.

E. Iuri6in A

10. BaritHa xinka 22 pokiB. Ilepma
BaritHicTb B TepMiHi 12 Tmwxk. Ilpm Y3]]
BUSBIIEHO 30UTBIICHHS TOBILMHU



KOMIPIIEBOTO TIPOCTOPY. Y CHUPOBATIII KPOBi B. Cunnpomy [layna y nnona.

BariTHOI 3HWKeHa KoHIeHTpalis PAPP-A i C. PenykuiifHO1 BaJ¥ KIHIIBKH Y TUIOAA.
migBUIIEeHa KoHIeHTpamis Oera-XI'. Ile D. Axonapormuiasii y mioja.
CUMIITOMH:

E. ®epmenTonarii y uioaa.
A. Bajg HepBOBO1 TpyOKH Y IIJI01A.



Eranonu Bignmosineii: 1-B, 2-A, 3-D, 4-C, 5-D, 6-C, 7-E, 8-C, 9-D, 10-B, 11-A, 12-D,

13-D, 14-C, 15-C

I11. ®opmyBanHs npodeciiHNX BMiHb, HABUY0K

3.1. Mepesik HaABYATLHUX MPAKTHYHHUX 3aBJaHb, AKi HEOOXiJTHO BUKOHATH IiJ Yac

NPAKTUYHOI'0 3AHATTH:

PoGora 1. Po3p'szaru curyaniiini 3amagi. [IpoaHanmizyBatu CiMEHHHN TEHETHMYHHHA aHAMHE3,

BUSIBUTH OCIi0, sIKi MOTPeOYIOTh KOHCY/IbTAILI JTIKaps-TeHETUKA.

PoGora 2. Jlns HaBeneHuX y TabMuIll cripaBa KIIHIYHUX CUTYallll BUOEPITh 3711Ba ONTUMAJIbHY

TaKTUKY IIPEHATaIbHOI A1arHOCTUKHU.

Kiiniuni curyartii

Meroau npeHaTalbHOI J1arHOCTUKHI

1. Ha mpuifoMmi y mikapsi-TeHEeTHKa BariTHa >kiHKa 28
pokiB. BaritHicTs Apyra B TepMmiHi 6 TwxK. Bing nepmioi
BariTHOCTI HapoOJWJIAcA JOYKa 3 TPAHCIOKAI[IHHOIO
dopmoro cunimpomy JlayHa. Y doJOBiKa KIHKH
30amaHcOBaHa poOEpPTCOHIBChKA TpaHCmokars 21
xpoMmocomu Ha 13. TakTuka nikapsi.

2. Baritna 22 pokiB. Tepmin BaritHocTi 12 Tk, Y
POZIOBOJII BHUITAJIKKM HApOJDKEHHS MITEH 3 BagaMu
HEPBOBOi TPYOKH Yy POAMUYIB TIEPIIOTO CTYIEHS
CIIOPITHEHOCTI.

3. 26-piyHa XiHKa, B aHaMHE31 y AKO1 HapOHKEHHS
JUTUHU 3 MHOXHHHUMHU TIPUPODKEHUMHU BaJlaMU
PO3BUTKY 1 HOPMAJILHUM KapiOTUIIOM.

4. Baritna xinka 29 pokiB. BariTHicTe Tpers B
TepMiHi 8 THK. Bin mepioi BarirHocTi HApOUBCS CUH
3 cuHapoMoM (pariibHOi X-xpomocomu. [lpyra
3aKiHYMIIacsT MEIUYHUM abopToM. Y pimHOI cecTpu
JIBO€ CUHIB 3 CHHAPOMOM (PpariibHOT X-XpOMOCOMH.

5. BaritHa xinka 28 pokiB. BaritHicts apyra B
TepMiHi 8 THK. Bin mepioi BarirHoCTi HAPOUBCS CHH
3 (¢eninkeTonypiero. YonoBiKy KiHKA 28 pOKIB.
[Toapy»kxs 3M0pPOBE 1 € TETEPO3UTOTAMH 32 MYTAIIIEI0
R408W.

6. Barirna xinka 23 pokiB. BaritHicth mepima B
TepMiHi 6 THK. YONOBIK KIHKM 3I0POBUHA 25 POKIB.
PotoBig He 00TSKEHUN CIIAAKOBOIO IIATOJIOTICIO.

7. 39-piuHa xiHKa Ha 15-My THIKHI BariTHOCTI.

8. 39-piuHa xiHKa Ha 8-My THXHI BariTHOCTI.

A. IlpenatanbHuii CKPUHIHT B
tepmini 10—14 tmxk. 1 15-20 Tixk.

B. [lpenaranbHuii = CKpUHIHT B
tepmidi 10-14 Tk (BU3HAUYECHHS
TOBIIWHUA KOMIPIIEBOTO TIPOCTOPY,
Bi3yasizarlis KICTOYKH HOCa,
BHU3Ha4YeHHs KoHIeHTpaiii PAPP-A 1
B-XT"), po3paxyHOK IHIMBITyaIbHOTO
TEHETUYHOTO PU3UKY, npu
HEOOXITHOCTI PIIICHHS MTUTAHHS PO

IHBa3HBHY MpeHATAIbHY
JIarHOCTHKY.
C. biomncit BopcHH XOpioHa 3
10 IAIBIITUM [IATOI€HETUYHUM
IOCIIIKEHHAM

D. Jleranpae Y3/ mopa.

E. ¥ Tepmini 15-20 Trk BUBHaUYCHHS
A®II B cupoBaTiii KpoBi BaritHoi i
V3]1 nnona.

F. InBasuBHa mgiarHoctuka (Oiomcis
BOPCHUH XOpioHa, ab0 aMHIOIEHTE3,

abo IUIAIlEHTOLIEHTES, a0o
KOPJIOLICHTE3) 3 0 TATBIITAM
MOJICKYJISIPHO-T€HETUIHUM
JOCIIKEHHSIM.

G. IHBa3zuBHA JiarHOCTHKA
(amHIOIIEHTE3, IJIAlleHTOLIEHTE3,
KOPJOLIEHTE3) 3 MOAAJIbILIUM

OUTOTCHCTUYHHUM ,[[OCJ'IiI[)KeHHHM.

PoGora 3. Jlns KoXXHOi 3 HaBEJECHUX CIpaBa B TaONMIlI T€HETUUHUX CHUTYyalii o0epirTh 3iiBa

MOYKJIMBI KJIIHIYHI HACTIIKH.




I'enernyni curyarii KoiniyHi HacHiaku

1. Bik matepi 39 pokis A. TlinBumieHu# pHU3MK HAPOHKEHHS
2. Bik Garbka 45 pokiB JUTUHM 3 ayTOCOMHO-PELIECUBHUM
3. ¥V oxHoro 3 6aTbkiB 30aancoBaHa 3aXBOPIOBAHHSIM

TPaHCIOKALis B. [IligBumeHuili pu3MK HAPOHKEHHS
4. KpoBHOCTIOpimHEHUH Opak TUTHHA 3 ayTOCOMHO-JIOMIHAHTHHM
5. IIpobang — xBopmii xyomuuk. CXo0’Ka | 3aXBOPIOBaHHSM yHACIHIZOK HOBOI MyTaIlii
KIiHIYHA KapTHHa BingMmivaeTbcst y nsaapka | C. IloBTOpHI BUKHMIHI HA paHHIX TepMiHaX
npoOaH/a Mo MaTepUHCHKIN JiHiT BarirHOCTI

J1. 3axBOpIOBaHHS PELIECUBHE 3YEIUICHE 3
X-XpOMOCOMOIO

E. Bucoxuii pu3uk HapoHKEHHS TUTHHU 3
cuHapomoM [layHa

PoGora 4. IlpoanamizyBatu ciMeHHUN aHaMHe3. 3alpoNOHYBaTH METOAM IpeHATabHOT
JIarHOCTUKU TPU PU3MKY HAPODKEHHS IUTHHU 13 cuHapomoM JlayHa, depmeHTOmAaTI€EO,
aXOH/JIPOIUIA3I€I0, BaJlaMU HEPBOBOT TPYOKH.

Po6Gora 5. Po3B’s13aTu cutyailiiiii 3aaayi.

1. PomuHa 3BepHynacsi 3 MPUBOIY IMPOTHO3Y IMOTOMCTBA B 3B’SI3KY 3 HAPODKEHHSM JTUTHHU 3
BOKKUM JIe(DEKTOM 3aKpHUTTsI HEpBOBOi TpyOku. JluTHMHA TOMepiia B HEOHATAILHOMY TEpioJi.
Bamra mopana poauHi:

A. TlpoBecTu ruToreHeTHYH1 00CTE)EHHS 0aTHKIB

B. Ilpoectn mnpekoHNeNIiiHy NpOoQUIAKTAKY Ta MpPEHATalbHI JIarHOCTHKY, 3aIljlaHyBaTH
BariTHICTh

C. BinmoBuTHCS BiJ JITOHAPOHKCHHS

D. V¥ Bumanky BaritHOCTi MpoBeCcTH OIOTICII0 XOpiOHA, KOPAOIEHTE3

E. [InanyBatu BarirHiCTh, OCKUIBKH 1151 XBOpOOa OUIbIIE HE TPAITUTHCS

2. 3a ngomomMororw Mmetona yasTrpacoHorpadii (Y3/]) mpeHaTanbHO MOXHA JiarHOCTYBaTH BCe,
OKpIM:

A. Mikpornedanii

B. MykoBicuuao3y

C. Cungpomy Jlayna

. Anennedanii

E. Penykuiiinux BaJl KiHI[IBOK

3. 3menmenss piBHsA ADII 1 migsumenHs BMicty XI'T y cupoBaTii KpoBi MaTepi XapakTEpHO JUIS:
A. Anenuedanii

B. Spina bifida

C. Ilorposu crioHTaHHOTO abOpTY

. Cunnpomy Jlayna

E. Cunnpomy Mapdana

4. Xopiouentes i3 JIHK-meTo1aMmu € 0CHOBHUM METOJIOM MPEHATAIBHOI 1IaTHOCTHKH B TIEPIIOMY
TPUMECTp1 BariTHOCTI:
A. Cungpomy Ilatay



B. Cunnpomy EnBapica

C. Cunapomy [layna

J. Cunapomy ¢parinbHOT X-XpoMOCcOMHU
E. Cunnpomy “KOTSIUOTO KPUKY™

5. Ha3Bith MeTOIM NIpeHATATLHOT JIarHOCTHKYU CHHIpOMY [layHa:

A. TnBasuBHI (XOpioeHTE3, aMHIOIIEHTE3) 13 TTOJATBIINM KapiOTUITYBAHHSIM

B. HeinBazusHi (yiabrpaconorpadis, susHaueHss pisas ADII i XI'T y kpoBi marepi), iHBa3uBHI
13 TIOJTAJTBIITMIM KapiOTHITYBaHHSM

C. InBa3uBHI MeTo 1 3 Ionanbinoro JIHK-miarnoctukoro

. Yasrpaconorpadis, inBazusHi Metoau, JJHK-niarnoctuka

E. Vaprpaconorpadis, BuzHauenns pisHs ADII y kposi maTepi

6. J1o MeaMKO-TEeHETHYHOTO LIEHTPY 3BepHYJacs pojanHa. batbku 310poBi Monoi (KiHka — 25
pokiB, yosioBIK — 28 pokiB). JXinka BaritHa, TepmiH — 10 TwkHIB, BaritHicTh 2-ra. Big 1-1
BariTHOCTI HapoOJWiIacs IUTHHA 3 (EHUIKETOHYpi€. XBOpoOy IarHOCTOBAaHO B TEPIOJ
HoBonapomxeHocTi Ha OCHOBI MacoBOro CKpuHIHTY. /luTHHa oTpuMye nieroteparnito. PonnHa
Oa’kae TMPOBECTH IMpeHaTalbHy MJIarHOCTHKY (eHUIKeTOHYpil. SKi MeToau mnpeHaTalbHOT
JIarHOCTUKU MOXYTh OYTH pEKOMEHI0BaHi?

A. HeinBasusHi (yapTpacoHorpadis, BU3HAU€HHS CUPOBAaTKOBUX MapkepiB matepi — PAPP-A Tta
BXIY) 13 mojanblIuM BU3HAYEHHSIM 1HIUBIAYaIbHOTO F€HETUYHOTO PUBUKY

B. IuBa3uBHI (X0pioLeHTE3, aMHIOLIEHTE3) 13 OJANBIINM KaplOTUITYBaHHIM

C. * ImBasmBHI MeTo1u 3 oaanemor JIHK-giaraocTrkoro

J. Ynerpaconorpadis, inBazuBHi Metoau, JIHK-niarnoctrka

E. YnpTpaconorpadis, BuznaueHuss ADII y kpoi matepi

7. Ha3BiTh MEeTOIM TTpEHATAIBHOI IarHOCTUKYU aHeHTedaii:

A. HeinBa3zuBHi (ynbTpacoHorpadisi, BA3HaUYCHHS CUPOBAaTKOBUX MapkepiB marepi — PAPP-A ta
BXTY) i3 momaabIIuM BU3HAYCHHSM 1HIUBITYaJIbHOTO TEHETUYHOTO PU3UKY

B. IHBa3uBHI (XOpIOIEHTE3, aMHIOIIEHTE3) 13 OAATBIITNM KapiOTUITYBaHHIM

C. IaBasuBHI MeToau 3 moganbinow JJHK-giaraoctukoro

J. Yierpaconorpadis, inBazuBHi Metoau, JIHK-niarnoctuka

E. YnpTpaconorpadis, BuznaueHuss ADII y kpoi matepi

8. IlpeHaTanbHO 32 JOMOMOTOI0 MOJICKYJISIPHO-TEHETUYHUX METO/IIB IOIUTHHO JIarHOCTYBAaTH BCi
3aXBOPIOBAHHS, OKPIM:

A. MyxkoBicuuao3y

B. ®eninkeronypii

C. Axonaporutasii

. T'emodinii

E. M’s130B0i1 quctpodii Hromenna

9. V31 1 BusHaueHHss A®DII y kpoBi BariTHOi € CKPHUHIHIOBMM METOJIOM IpeHaTaibHO1
IarHOCTHKH:

A. Cunapomy Mapdana

B. MyxkoBicuuao3y

C. Amnennedanii

J1. ®eninkeTonypii

E. Axonaponanasii

10. Xopiouente3 i3 mojanemor JHK-aiarHOCTHKOIO € OCHOBHMM METOJOM MpeHaTalbHOi
IarHOCTHKH:



A. Cunnpomy Jlayna

B. Cunnpomy lllepemescrkoro-Tepuepa

C. ledexTiB 3aKpUTTSI HEPBOBOI TPYOKH

. AxoHapora3ii

E. MykoBiciumo3y

11. Ha3Birp HaiOLIbII e(pEKTHBHI METOIM NpEHATalIbHOI IarHOCTHKH JE(EKTIB 3aKpUTTS
HEPBOBOI TPYOKH:

A. XopioneHTe3 i3 MOJabIINM KapiOTHITyBaHHSIM

B. Ilnanenronentes i3 noaanpmoio JJHK-aiarHocTukoio
C. Buznauenns A®II y cupoBarii kpoBi BaritHoi 1 Y3/]
J. Buznauenns A®DII y cupoBarii KpoBi BarirHoi

E. Y31

12. CopoxkapiuHa BaritHa Ma€ B aHaMHe31 3-X 310poBHX AiTel. CTpoK BariTHOCTI — 7 TUXKHIB. Ska
TaKTHKa JIIKaps y BITHOIIEHHI BUOOPY METO1y MpeHaTaIbHOM J1arHOCTUKU?

A. HeinBasusHi (yapTpacoHorpadisi, BU3HAUE€HHSI CUPOBAaTKOBUX MapkepiB marepi — PAPP-A Tta
BXIY) 13 mojanblInM BU3HAYEHHSIM 1HIUBIAYaIbHOTO F€HETUYHOTO PU3UKY

B. [uBa3uBHI (X0pioLeHTE3, aMHIOLEHTE3) 13 MOJAIBIINM KapiOTUITYBaHHAM

C. IaBasuBHI MeTom 3 moganbinor JJHK-mgiarmoctukoro

J1. Yierpaconorpadisi, inBazuBHi Metoau, JJHK-miarnoctuka

E. Yaprpaconorpadis, suznauenns ADII y kposi marepi

13. Haitbinpmr edeKTUBHUN METOH ISl MPEHATAIbHOI TIarHOCTUKU MPUPOHKEHUX BaJ OTIOPHO-
PYXOBO1 CUCTEMHU:

A. Y31

B. Busznauenns ADII

C. V3]1 i Bu3nauerns ADII

J1. AMHIOIIEHTE3

E. Xopionenres

14. Sxi ontumanbHl TepMiHU Y3][-CKpUHIHTY BariTHUX Ui JIarHOCTHKH TMPUPOJDKEHUX Bajl
PO3BUTKY?

A. 1 orian — 6-8 TvkHiIB, 2 oraan — 16-18 THKHIB.

B. 1 oriag — 16-18 tvokHiB, 2 oraan — 24-26 THXKHIB.

C. 1 oriman — 10-14 tuxkHiB, 2 orsg — 18-22 THIKHIB.

. 1 orasamg — 10-12 tokHiB, 2 orisaa — 32-38 THXKHIB.

E. 32-38 TuxkHi.

15. Haii6inpm po3MmoBClOKEHUM MOHOTCHHHMM 3aXBOproBaHHsAM Ha [liBiH1 YKpainu €:
A. CeprionoiOHO-KIIITHHA aHEMIis

B. 'emodinis

C. MykoBicuuo3

. Cunapom Mapgana

E. lN'anakrozemus

16. Jlo MeaMKO-TEHEeTHMYHOrO IIeHTpY 3BepHyJacs poAMHA 31 CKapraMM Ha XpOHIYHE
HEBUHOULITYBaHHs BarirHOCTI. {51 BUACHEHHS MeHETUYHOI NPUYMHU B MEPINy Yepry HEeoOXiHO
MIPOBECTHU:

A. KapiotunyBanHus matepi

B. KapiotunyBanus 060x 06aTbKiB

C. CxpuHiHT cedi B 000X 6aThKiB

J1. BUu3HaueHHs CTaTeBOro XpoMaTUHY B 000X 0aThKiB



E. BioxiMi4HMIi CKpHHIHT KPOBi B 000X 0aTHKIB

17. Jlo MenuKO-TeHeTUYHOTO IIEHTPY 3BEPHYJIACS POJMHA 31 CKapraMu Ha Oe3rutiaas. MoxiuBi
TeHEeTUYHI MPUYMHU — 1€ BC1 BUNIAJIKU, OKPIM:

A. Cungpowm llepemeBcekoro-TepHepa B )KiHKH

B. Curnpom Krnaliagenbrepa B 4osioBika

C. 30aancoBaHa TPaHCJIOKAIliS B OJHOTO 3 OaThKiB

. Cungpom Mopica (TecTukyssipHOT heMiHizalii) B KIHKH

E. Curnpom Mapdana B ogHOTO 3 OaTHKIB

18. SIKIIO B TUTHUHU CIIOCTEPIraeThCs BTpaTa paHilie HAOYTUX HABHYOK ab0 perpecis HEpPBOBO-
MICUXIYHOTO PO3BUTKY, BIH IOBUHEH OYTH 0OCTEKEHUH Ha:

A. XpoMocoMHYy XBOpOOY, OB’ s13aHOIO0 31 3MIHOIO KUTBKOCT1 aBTOCOM

B. XpomocomHy XxBopoOy, OB’ S3aHOI0 31 3MIHOIO KUTBKOCTI CTATEBUX XPOMOCOM

C. XpomocoMHy abeparrito

. XBopoOy HaKOTIMYEHHS

E. TepatoreHHuii BIUB MiJ Yac BHYTPILIHBOYTPOOHOTO PO3BUTKY

19. Tloemnanns wmikporedanii, MiKpoaHOMaNili oOdYeH, MIKpOTEHil, HH3BKO pPO3TAIIOBAHUX
ne(popMOBaHUX BYIIHUX PAKOBUH XapaKTEPHO IJIS:

A. CnaaxoBOro nopyueHHs 00OMIHY CTIOIY4YHOT TKaHUHU

B. MoHoreHHnx XBopo0

C. CriagkoBOro nopymeHHs 0OMiHY IJ1iK03aMiHOTJIIKaHIB

J1. CriagkoBOro mopymeHHs 0OMiHY aMiHOKHCIIOT

E. XpoMocomuux XBOpoO

20. Ha npwuiiom 3BepHysach kiHKa 24-X pOKIB y TepMiH1 BaritTHOCTI 16 TWXHIB y 3B’SI3KYy 3
pENpONyKTUBHUMHU BTpaTaMH B aHaMHe31 (MEPTBOHAPOKEHHS, PaHHS AUTSYa CMEPTh).
JocmikeHHss B 3B’S3Ky 3 OOTSDKEHHM aHAMHE30M HE MPOBOJWIIOCHh. B ¢eHoTumi BaritHO1
3BEPTAOTh yBary: BHUCOKHH 3pIiCT, pPO3BUHEHI MOJOYHI 3ai03u. lIpW HHUTOrCHETUYHOMY
JOCIIDKEHH] Kapiotun XiHku - 45,X/46,XX/47,XXX. Ilpu ynbTpa3ByKOBOMY JOCIIKEHHI
TUTO/Ty BHSIBJICHI MapKepHi O3HAKH XPOMOCOMHOT IATOJIOTIi. SIka TaKTHKa BEJCHHS BarirHO1?

A. TlpoBeneHHs IHBa3MBHUX METO/IIB IMPEHATAIbHOI 11arHOCTUKH (aMHIOLICHTE3)

B. IIpoBeseHHss  ynbTPa3BYKOBOTO  COMATOICHETHYHOTO  JOCTDKEHHS  IUIOAY 3
CHUHJIPOMOJIOTTYHUM aHATI30M

C. IIpoBenieHHs IMTONCHETUYHOTO JIOCITI/PKEHHS Y0JIOBIKA

D. IIpoBeneHHS MOJIEKY/ISIPHO- IATOI€HETHYHOTO JOCITIPKEHHS

E. IlepepuBaHHs BaritHOCTI

21. SIxi cupoBaTKOBI MapKepu BUKOPHUCTOBYIOTH JJIsl MPEHATaIbHOI MIarHOCTUKU B MEPIIOMY
TPUMECTPi BariTHOCTI?

A. PAPP-A

B. A®II

C.XIT

. HE

E. Iarubin A

22. Baritniit 22 pokwu, 1-ma BaritHicTs y TepMiHi 12 twxkHiB. [Ipu V3]l BusBieHO 3011bIIEHHS
TOBIIMHM KOMIPKOBOTO MpocTopy. B cupoBatii KpoBi 3HMXeHa KoHueHTpalis PAPP-A rta
nigsumiennii BMicT B-XI'. Ile cumnromu:

A. Bagu HepBOBOi TpYOKH B IJIOLY

B. Cunnpomy [layHa B oy



C. PenykuiiiHo1 Baau KIHIIIBKU B IOy
. AxoHaporiasii B TNIOAY
E. ®epmenTonarii B muiomy

23. Baritniii 22 poku, 1-ma BaritHicTs y TepMiHi 12 TwxkHiB. [Ipu Y3/l BusiBieHO 3011bIIeHHS
TOBIIMHU KOMIPKOBOTO MpocTopy. B cupoBatii KpoBi 3HmKeHa KoHueHTpanis PAPP-A Ta
nigBumennii Bmict B-XI'. Slka TakTMKa JiKaps BIIHOCHO BHOOPY METOMIB MpeHATaIbHOI
IarHOCTUKA?

A. THBa3uBHI METO/M 3 TIOJATBIINM KapiOTHITYBaHHIM

B. Perenbna Y3/] mony

C. Y3/, suznauenuss A®II u XI'T y kpoBi marepi B Tepmini 15-30 trxHIB

J1. ImBa3uBHI MmeToau 3 noaanbmoro JIHK-xiarnoctukoro

E. AmHuionenTes 1 Bu3HaueHHs KoHUeHTpauii ADII B aMHIOTHYHINA piAMHL

24. MacoBuii 610XIMIYHUH CKPUHIHT mependavae:

A. OGcTexeHHs iTel 13 ycTaHOB JJIsl THX, SIKI IOTaHO 0avath

B. JlocmimkeHHs KpoB1I YM ce4yl HOBOHAapO/DKEHMX Ha BMICT TJIIKO3aMIHOIUIIKAHIB
(MyKoToJTicaxapuaiB)

C. O6crexxeHHs HOBOHAPO/DKEHUX 13 METOIO BUSIBIIEHHS MEBHUX (OPM CHAJKOBOI MATOJOrI] Ha
JOKJIHIYHIA cTamil

J1. OOcTexxeHHs aiTel 13 CyZIOMHUM CUHAPOMOM 1 BIICTABAHHSM Y IICHXOMOTOPHOMY PO3BUTKY
E. O6cTexxenns mited i3 BIACTaBaHHSAM Y MICHXOMOTOPHOMY PO3BHUTKY, T'e€MaTOCIIICHOMETAIETO,
HEMEPEHOCHICTIO XapuOBUX MPOJIYKTIB.

25. Ha3BiTh MeTOAM MPEHATAIILHOT IIarHOCTUKA MOHOTCHHUX BaJl CKeJleTa:

A. HeinBa3zuBHi (ynbTpacoHorpadisi, BA3HaUYCHHS CUPOBAaTKOBUX MapkepiB marepi — PAPP-A ta
BXTY) i3 moaabIIuM BU3HAYCHHSIM 1HIUBITYaJIbHOTO TEHETUYHOTO PUBHKY

B. IuBa3uBHI (XOpioIeHTE3, aMHIOIEHTE3) 13 MOJATBITNM KapiOTUITYBAHHSIM

C. IaBasuBHI MeToau 3 moganbino JJHK-giaraoctukoro

J. YierpacoHorpadis, inBazuBHi Metoau, JJIHK-niarnoctuka

E. YnpTpaconorpadis, BuznaueHuss ADII y kpoi marepi

26. Crpok BaritHOCTI 24 TwxHI. [Ipn Y3]l mioay BUSBICHO 3MiHY CIIBBITHOIIEHHS JOBXHHH
CTErHOBOi KICTKM Ta TOMUIKM (BIIHOCHE 30UIBIICHHS JOBXHHH TOMUIKM B TOPIBHSHHI 31
CTETHOBOIO KICTKO0). /{1151 sSIKOT criaIKoBOT MaTOJIOT1i XapakTepHi I1i CAMIITOMU?

A. M’s30Ba nuctpodis JromeHHa

B. Axonapormnasis

C. Cungpom JlayHa

J. ExTpoakTutis

E. Cunapom Mapdana

27. IlpoGany — ABaHAAUATUPIYHUNA XJIOMYMK. [3 4-X POKIB 3 SBUIIMCS CUMITOMH MPOTrPECYrOYOi
M’s130B0i ciabkocTi. B 1eit yac He Moske caMocCTiifHO nepecyBatucs. Ha mifcTaBi HEBpOJIOTTYHOT
CUMOTOMATUKH Ta JAaHUX OIOXIMIYHOTO OOCTeXKeHHs (MiABUIICHHS PIBHI M S30BOi
KpeaTiH(ocoKiHa3u B CUPOBATII KPOBI) BCTAHOBJIEHO JiarHO3 — M’s130Ba AucTpodis romeHHa.
bareku 310poBi. Hali6inb11 iMOBIpHUI BUCHOBOK JIiKapsi-T€HETHKA!

A. 3axBOpIOBaHHS € HACTIIKOM HOBOI IOMIHAHTHOI T€HEpaTUBHOI MyTallil B OJHOTO 3 OaThKiB,
MOBTOPHUH PU3UK HAPOKEHHS XBOPOT TUTHHHU B LI POJUHU 3arajlbHONOMYISAIHHUN

B. ObunBa GaTbk € HOCIIMH PELIECHBHOTO IMATOJIOTIYHOTO I'€HA, PU3MK HAPOKEHHS XBOPOi
JTUTHHH B pojiuHi 25 %

C. Matu € TeTepo3uroTHOI0 HOCIHKOI0 X-3U€IUIEHOTO PElIECUBHOTO MAaTOJIOTIYHOTO I'eHa, PU3UK
HapOKEHHsI XBOPOi TUTHHU B poauHi 50 % cuHIB



J1. 3aXBOPIOBAHHS € HACIIIKOM BIUIMBY TEPATOr€HHOTO YHHHUKA B TIEPiO]] BariTHOCTI, MIOBTOPHUIA
PHU3UK HApOUKEHHS XBOPOT JUTUHU MiHIMAIbHUHN (y BUNAAKY BUKIIIOUEHHS TEPATOTEeHY)

E. 3axBoproBaHHS YCHaIKOBYEThCS MYJIbTH(AKTOpiaNbHi, Ui pPO3paxyHKy HWMOBIPHOCTI
HapOKEHHSI XBOPO1 TUTHHU HEOOX1JTHO BUKOPHCTATH TaOIUIi eMITIPHYHOTO T€HETUYHOTO PU3HUKY

28. Jlo MeIMKO-TEHEeTUYHOTO LIEHTPY 3BEpHYJIACS POJMHA 3 MPUBOJY HAPOJKCHHS IUTHUHU 31
CIIMHHOMO3KOBOIO TPHKEI0. BaThKO 370pOBHiA, a MaTH CTpaKIa€ EIMUICTICIEI0, 3 MPUBOAY SKOT
MOCTIHO pUiiMae aHTUKOHBY/IbCaHTH. HaltOLIbIl IMOBIPHHIA BUCHOBOK JIIKaps-T€HETHKA:

A. 3axBOpIOBaHHA € HACTIIKOM HOBOI JOMIHAHTHOI T€HEPAaTHUBHOI MyTalii B OJHOTO 3 0OaThKiB,
MOBTOPHUH PU3UK HAPOJHKEHHS XBOPOT TUTHHU B LK POAMHU 3aTrajJIbHOTOMYIISIIIHHUI

B. ObuznBa GaTbKH € HOCIIMH PEIIECHBHOTO IMATOJIOTIYHOTO T'€HA, PU3HMK HAPOKEHHS XBOPOi
IUTHUHU B posuHi 25 %

C. Matu € reTepo3UroTHOI0 HOCIHKOI X-34YEIIEHOTO PEIIECUBHOIO MAaTOJIOIYHOTO IeHa, PU3HK
HapOHKEHHsI XBOPO1 TUTHUHU B poauHi 50 % cuHIB

J1. 3axBOproOBaHHS € HACJ1IKOM BILUTUBY TEPaTOT€HHOTO YNHHUKA B I1€PI0J] BariTHOCTI, IOBTOPHUN
PHU3UK HAPOJHKEHHS XBOPO1 TUTUHU MIHIMANBbHUN (Y BUMIAJKY BUKIIOUEHHS TEPATOTEHY)

E. 3axBoproBaHHS YCHAJAKOBYETbCS MYJIbTU(AKTOpIAIBbHI, s PpO3paxyHKy HMOBIPHOCTI
HapOHKEHHSI XBOPOi AUTUHU HEOOX1HO BUKOPUCTATH TaOIHIIl eMITIPUYHOTO T€HETUYHOTO PU3UKY

29. Jlo MeIMKO-TEeHEeTUYHOTO IIEHTPY 3BepHYJIAcs POIMHA 3 MPHUBOAY HAPOPKEHHS ITUTHHH 3i
CIIMHHOMO3KOBOIO TpIKero. baTbko 370pOBHiA, a MaTH CTpPaKJa€ €MUIETICIE0, 3 MPUBOAY SIKOT
MOCTIHHO MpUiiMae aHTUKOHBYNIbcaHTU. HailOutbil eekTHBHI peKOMEH alliil JIiKapsi-TeHeTHKa 3
podiIaKTUKK BaJl HEPBOBO1 TPYOKHU B 111l POJUHI — BCE, OKPIM:

A. HeoOxigHO IPOBECTH MPEKOHIETIIIHHY TPOQUIAKTUKY 3 BUKOPUCTAHHAM (HOTIEBOT KUCIOTH
B. KoncynbTalis HeBpormaroyora BIIHOCHO MIHIMAJIbHO MOKJIUBHX 7103 aHTUKOHBYJIBCAHTIB

C. BxxuBanHs (osieBo1 KUCIOTH B TIEPI0]] BariTHOCTI

J1. HeinBasuBHa npeHaTanbHa aiarHoctuka — Y3/, BuznadeHus ADII

E. Jlns yTrouHeHHs [iarHO3y — IHBAa3WBHA TIPEHATAIbHA JIarHOCTHKA 3 TOJAJBIIAM
Kap1OTUITYBaHHSM

30. fke 3 TBepHKEHD CIIPABEIMBO IS Bajl HEPBOBOT TPYOKH?

A. Jlledextu popMyBaHHS HEPBOBOI TPYOKH BUHUKAIOTH J0 IMILIaHTaIlii eMOpiOHY

B. Ilpo Baxy moxe cBimunTH 3HmwKeHHs piBHS ADII y cupoBaTiii kpoBi maTepi

C. V ponuHi, ne € quTUHA 3 Baaol (GOpMYBaHHsS HEPBOBOI TPYOKH, iICHY€E IMIIBUIICHUN PU3HUK
HApPOJDKEHHSI TUTUHU 3 TAKOIO JK aHOMAITIEI0

J. [Tpuuunoto nedeKkTiB GopMyBaHHS HEPBOBOI TPYOKH € MOHOTEHHE 3aXBOPIOBAHHS

E. fIx npaBuio, nedekt GopMyBaHHS HEPBOBOI TPYOKH € CKIIAJIOBOIO YACTUHOK) CHHAPOMY

31. Crpox BariTHOCTI 18 THXHIB. ¥ cHUpOBaTIli KpOBi BarirHoi mifgBuieHa koHeHTparis ADII.
TakTuka nikaps BIIHOCHO YTOYHEHHS IarHO3Y MaTOJIOT1i:

A. Ile cumMOTOM XpPOMOCOMHOI MAaTOJIOTii, HEOOXiHA 1HBa3WBHA MpEHATallbHA JIarHOCTUKA 3
MOJIANIBIINM KapiOTUITYBaHHIM

B. Lle cumntoM axoHapomasii, Ui YTOUHEHHS JAiarHO3y HEOOX1IHO MpoBecTH AeTanbHy Y3/]
10Xy

C. Lle cumnToM Bajiu HEPBOBOI TPYOKH, /17151 yTOUHEHHSI 1larH03y HeoOxi/1Ha AeranbHa Y3/l miony
J. Lle cumnToMm (eHiTKeTOHYpii, HEOOXIHO MPOBECTH 1HBA3MBHY NpEHATAJIbHY JIarHOCTUKY 3
nopanemmM JIHK-anamizom

32. Crpok BaritHocTi 11 TkHIB. BaritHili mpoBeneHo xopioneHrte3y i3 mogansmoro JIHK-
J1arHOCTUKOI0 OTPHUMAaHOro Matepiaiay. BcTaHOBIIEHO, IO MUII € TOMO3UIOTHUM 33 MYTAII€ 0
AF508. Slke ciagxoBe 3aXBOPIOBAHHS J1IarHOCTOBAHO B IOy ?

A. MykoBicuuo3

B. I'imoTtupeos



C. Cunapom ¢parinbHOi X-XpOMOCOMHI
J1. OeHinkeTonypist
E. AnpeHo-TeHiTaNbHHI CHHIPOM

33. 26-piuna BaritHa Mae Bix 1-1 BaritHOCTi 310poBY MuTHHY. CTpOK 11i€i BaritHoCTi — 12 THXHIB.
[Tpu Y3]1 BigmiueHO 3011bIIEHHS TOBIIMHNA KOMIPKOBOTO MPOCTOPY B IUIOY, BIICYTHS KiCTOYKA
Hocy. st SiK01 craIKoBO1 MaToJIOTil XapakTepHi i CHMIITOMU?

A. Cunpapom [layHa

B. 36anancoBana TpaHCIIOKAIiS B TUIOTY
C. Bana HepBoBOi TpyOKHU

D. MykoBicuuao3

E. ®eninkeronypis

3.2. Pexomennauii (iHcTpyKii) 111010 BAKOHAHHS 3aBAaHb

Jlnst BukoHaHHs poboTu 1 1 pobotu 3 BukopuctoByiTe Jlonarok 1.
Jl511 BUKOHAaHHS pOOOTH 2 BUKOPUCTOBYITE Tabmuilo 1.

Taomms 1

IIpuHUMNH MpeHaTaNbHOI JIATHOCTHKHU Pi3HUX FPYN CHAJAKOBHUX 3aXBOPIOBAHb

Metoau npeHaTalbHOI 11arHOCTUKH

Jly1s mpeHaTanbHOro0 CKPUHIHTY

Jlnst yToUHEHHS T1arHO3y

XPpOMOCOMHI XBOPOOH

B 10-14 Tx. PAPP-A i 6eta —XI'U
PAPP-A| 6era —XT'U 1

V31 mmoaa - 30UIbIICHHS ITUPUHH
KOMIpPIIEBOTO MPOCTOPY IIoAa OuIbIe 2,5 MM
BIJICYTHICTB KICTOUOK HOCA Y IIJI0/1a

[HBa3MBHI METOAM 3 KapIOTHITYBAHHSIM

A60 pmocmimkenns HexmituaHoi JIHK B mma3mi
KpPOBI BaritHOi 3a JOMOMOTH MOJICKYJISPHO-
TE€HETUYHUX METOIB

MonorenHi XBopoOu - (hepmeHTONATIT

J171s GUIBIIOCTI 3aXBOPIOBaHb HE ICHYIOTh

AJIpEHO-TEHITATLHUI CUHAPOM — Y CUPOBATII
KpOBi BaritHOi BU3Ha4YeHHs 17-
OKCHUIIPOTE€CTEPOHY, MIABUIICHHS Crielu(piIHO
JUIS aJJpeHO-TEeHITAIbHOTO CUHAPOMY

IuBasuBHi Metou 3 JIHK- miarnocrukoro 3
MeToI0 imeHTHdiKaiii MyTarii

Cunznpoma Mapdana

ITpu Y3]1 — 3611bII€HHS TOBXHUHU TPyOUaTUX
KICTOK

InBazuBHi Mmetoau 3 JIHK- miarHocTHKOMO 3
METOI0 iIeHTH]iKalil MyTarii

AXoHIpoTIIa3is




Bu3HaueHHs JOBXKHHU TPyOUacTHX KICTOK B 18-22 Tk BaritHOCTi (YKOPOYEHHS CTETHOBOT i
IIEYOBOT KICTOK)

[Ipupokeni Baau CKeneTy

30UIbIeHHS ADI]

V31 V3
I[Ipupon:xeHi Baau HepBOBOI TPYOKH
II cemectp A®II, muist Bag € XxapakTepHUM V31
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Jonarok 1.

3arajbHonomyJIsIiHHNH TreHeTUHYHUI PU3HK —PU3HK HAPOKEHHS JMTHHH 3i CIIaJJKOBOI0
NATOJIOTi€0 1 NPHUPOMKEHUMH BaJAaMH PO3BUTKY Yy 3/10POBHX MoJoauXx OatbkiB. B
NTUMAIBHOMY JITOpOJHOMY Bill ouiHoerbes B 5 — 5,5% (H. II. bouxos, 2001). Pusuk
MOSICHIOETBCS KUIbKOMa npuunHaMu. 1) KokHa JroauHA € HOCIEM PElEeCUBHUX MAaTOJOTTYHUX
reHiB ( y cepenHbomy 9-10, monoBuHA — JieTaibHil). 2) Y JIIOJMHU YaCTO BUHUKAIOTh HOB1 MyTaIlii.
3) [IpuunHOIO NPUPOHKEHOT MATOJIOT T MOXKYTh OYTH TEPATOTE€HHI (PaKTOPH.

BUJU MPOPLIAKTUKHA CITAJIKOBOI ITATOJIOT T
Icnye nBa mimxoam TpodLTAKTUKU — CMAAKOBOI MATOJOTI: ciMeiiHa mpodiTakTuka
(mporHO3yBaHHSI 1 HENOMYIIEHHS HOBHUX BHUIAJKIB 3aXBOPIOBaHHS B CIM’i) 1 MHOMyJsLiiHA
npodinakTuka (06a3yeTbcsl Ha CHELIaAIbHUX MporpamMax CKpPHHIHTY Ti€l 4M IHIIOI MaTojorii y
HOBOHApO/DKEHUX ab0 y mepiod BaritHOCTi). BcTaHOBIEHO, MO TOMYJAIIAHI BUAM OUTBII
e(heKTHBHI.

Bei 3axomm mpodimakTHKM MOXKYTh OyTH po3jauieHi Ha Al rpynu: 1) mnepBHHHA
npodinakTuka — 3ax0/1, CIIPSIMOBaHI Ha 3aMo0iraHHs 3a4aTTIO XBOPOI IUTUHU; 2) BTOPHUHHA
npodilakTuka — 3ax0JH, COPSIMOBaHI Ha 3amoOiraHHsS HAPOHKCHHIO XBOPOi NUTHHH abo
dbopmyBaHHIO TaTOJIOTTYHOTO (eHoTurmy. BTtopmHHa mpodinakTHka MPOBOAMTHCS B TEPIOL
BaritHOCTI a00 B TOCTHAaTaJbHOMY Tiepioni (MpeHaTalbHA IarHOCTHUKA, KOPEKIIsl TMPOsBY
MaTOJIOTIYHOTO TEHOTUITY B aHTEHATAIPHOMY 1 IIOCTHATAJILHOMY TIEPi0/Ii Ta 1H.). [HOI KOpeKIlio
(heHOTHUITY B IOCTHATAIBHOMY TEPI0i BITHOCATH 0 TPETHHHOI PO UTAKTHKH.

OcCHOBHI HANPSIMU NEPBUHHOI NPOPITAKTUKH

1) OxopoHa HABKOJHUIITHBOTO CEPEAOBUINA. 3AIHCHIOETHCS MUISIXOM dKOPCTKOTO KOHTPOJIIO BMICTY
MYTareHiB i TepaTOTCHIB B HABKOJIMIIIHBOMY CEPEJIOBHIIII 1 BUKIIOUEHHS X Ha OCHOBI MPUHIIUITIB
TiriEHIYHOTO HOPMYBaHHS.

2) BmpoBamkeHHsT TpOorpaMyd TEHETHYHOIO MOHITOpWUHrY momyisiii. Ilix reHeTnyHuM
MOHITOPUHTOM PO3YMIOTh CUCTEMAaTHYHE CTEKCHHS 33 JMHAMIKOIO YaCTOTH 1 CIIEKTpPa CIaIKOBOL
MaTOJIOT1i, 32 piBHEM 3a0pYIHEHOCTI HABKOJIUIIIHBOTO CEPEOBUIIA MyTareHaAMH.

3) [InanyBaHHS AITOHAPOHKEHHSL.

— Bubip ontumanbHOro BiKy Ajs AiToHapopkeHHs (21-35 pokiB mns xiHOk 1 21-40 s
YOJIOBIKIB). 3 BIKOM >KIHOK OB’ I3aHHI BUCOKUH PU3UK XPOMOCOMHOT ATOJIOTIi (Y Jy’Ke MOJIOINX
MaTepiB 1 cTapiie 35 pokiB), a 3 BIKOM 0aTbka — pU3UK HOBUX reHHUX MyTauii. [Ipu mianyBaHHi
HapoKeHHs 2—3 JiTel 1[bOro BIKOBOTO MEPIOy JOCTATHBO JUISl OUTBIIOCTI CIMEH.

— BigmoBa Bif AITOHAPOHKEHHS Y pa3i BUCOKOTO PU3UKY CIAAKOBOI MAaToJIOr i (32 BIICYTHOCTI
HAJIMHUX METOIIB AOTOJIOTOBOT JIarHOCTUKY, JIIKYBaHHS, aJamTallii 1 peadinitaiii XBopux).

— BiamoBa Bix Onu3pKocmopiiHeHUX OpakiB. s OaTbKiB-HEPOIUYIB 3arajlbHUNA PHU3UK
HapOJHKEHHsI XBOPOI AUTUHU 13 CIIAJIKOBOIO 1 MPUPOKEHOIO MATOJIOTIEI0 CTAHOBUTS 5,5 %. SKiio

06aTbku — JBOIOpiAHI OpaT 1 cecTpa, TO TEHETHYHHM pH3UK TNOABOIOEThCA. I[lpu
ONMM3BKOCTIIOPIIHEHNX OpakaxX MiABUIIYETbCS PHU3UK HAPOKEHHS [iTed 3 pelecUBHUMHU
3aXBOPIOBAHHIMH.

3) Meauko-reHeTUYHE KOHCYIbTYBAaHHS CIMEH, SKi MalOTh XBOPY AUTHUHY (PETPOCHEKTHBHE)
ab0 10 AiToHapOKEeHHS (TIPOCTIEKTUBHE).
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4) IpexonnenuiiiHa mpo(inakTuKa CragKoOBUX XBOPOO — CTBOPEHHS ONTUMAIBHUX YMOB JUIS
ramMeToreHesy, 3arlTiIHEHHS 1 IEePIINX eTarliB eMOPIOHAIBHOTO PO3BHUTKY.

5) BukopHuCTaHHS METOMAIB JIarHOCTHKH CIaJKOBOi MATOJOril B CHUCTEMi CY4YacHUX
PENPOIYKTUBHUX TEXHOJOTI (TeHeTHYHEe TEeCTyBaHHSA JOHOPIB CHEpMH, OBOLMUTIB, IO
BUKOPUCTOBYETHCS ISl IITYYHOTO 3alUIIHCHHS, JOIMIUIAHTAIlifHA JIarHOCTUKA CIIaJKOBOT
MATOJIOT1i IPU EKCTPAKOPIIOPATBHOMY 3aIUTiIHEHH] Ta iH.).

OcHOBHi HANPSIMU BTOPMHHOI NpodinakTHKH

1) [IpenaTanpHa qiarHOCTHKA.

2) IlepepuBanHs BariTHOCTI y BUNAJKY, SKIIO Y IJIOJA MiarHOCTOBAHO CHAJKOBY MaTOJIOTIIO,
10 IPU3BOAMTH A0 TSDKKOI iHBaJiAW3allii, paHHBOI CMepTi, Ui K01 He po3poliieHi eeKTuBHi
MeTOo/1 JTiKyBaHHS. [lepepuBaHHs BariTHOCTI MOKJIMBE TUIBKU Y BCTAHOBJIEHI TEPMIHH 13 BiioMa
KIHKH.

3) JlikyBaHHs IeSIKUX CIaJIKOBUX 3aXBOPIOBAHb 1 BaJ] PO3BUTKY Y IUIOJa B TIEPI0J BariTHOCTI.

4) MacoBuil CKpPUHIHT HOBOHAPOJ/DKEHUX 3 METOI0 JIarHOCTUKU B JIOKIIHIYHIA cTafii
CHAJKOBUX 3aXBOPIOBAaHb, ISl SKHX pO3pPOOJIEHO METOAM MNPOQPUIAKTUYHOTO JIKYBAHHS
(peninkeronypis, rinoTUpeo3 Ta iH.). IIpoduiakTuuHe NiKyBaHHS XBOPHUX.

5) BusiBiieHHS reTepO3UTrOTHUX HOCIIB PELIECUBHUX MYTaHTHUX I'€HIB.

6) BusHaueHHs IeHIB CMaJKOBUX 3aXBOPIOBaHb, 110 MI3HO BUSBIISIIOTHCS, T€HIB CXUIBHOCTI JI0
MyJbTU(AKTOPIAIBEHUX 3aXBOPIOBAHb 1 MPO(LIaKTHKA I[i€] MATOJIOTi Y HOCIiB T'€HiB.

7) Y nepcnekTuBi — CTBOPEHHS F'€HETUYHOIO MACOPTa HOBOHAPOXKEHUX.
TEHETUYHUWIA MOHITOPUHT IO JISAIIT

['eHeTHYHUIT MOHITOPUHT — II€ CUCTEMATHYHE CTEKCHHS 3a TEMITaMU MYTAIIHHOTO TIPOIIECY B

MOMYJIALISAX JIOAuHU. Bromroyae aHami3 piBHS 3a0pyJHEHOCTI HABKOJMITHBOTO CEPEIOBHINA
MyTareHaMH, a TaKOX CHCTEMaTHYHE CTS)KCHHS 332 JUHAMIKOIO YaCTOTH 1 CHEKTpa CHaIKOBOT
aToJoril.
IloHATTA NMpPO MeIMKO-TeHeTHYHEe KOHCYJAbTyBaHHs. lle omuH 13 BUIIB crerianizoBaHOl
MEIMYHOT JJOIIOMOTH HACEJICHHIO, OCHOBHOIO METOIO SIKOTO € IMONCPE/DKCHHS HApOKCHHS JITCH
13 CIIQJIKOBOKO MMATOJIOTIEIO 1 IPUPOKEHUMH BaJIaMU PO3BUTKY.

TepMiH «MeIUKO-TeHeTHYHA KOHCY/IbTAIlis» BU3HAYAE JBA MIOHSATT:

1) CTpyKTYpHI Miapo3aiiu B sAKii-HEOYIb TAHI[I OXOPOHH 3I0POB’S;
2) KOHCYJbTAIlis JIIKapsA-TreHeTHKA SIK JTIKApChKUI BUCHOBOK.

Opranizanis MeIMKO-TeHETHYHOI JJ0NIOMOTY HACEJIEHHIO Y KpPaiHu

Menuko-reHeTHYHa JOMOMOra HACENIeHHI0 YKpaiHu HajaeTbes (PaxiBUSIMU MDKpaOHHUX
MEJMKO-TeHEeTHUHUX KabiHeriB/kKoHCynbTanii (MMI'K), menuko-reHeTMYHUX KOHCYIbTaIlil
LIEHTPIB TUIaHYBaHHS CIM’1 Ta pPENpOAYyKIii IIOJUHH, OOJACHUX MEAUKO-TEHETHUHUX
nentpis/koncynpranii  (OMI'K), cnemianizoBanux wenuko-reHeTuyHuX I1eHTpiB (CMI'LI),
VYKpaiHCBKOTO HAYKOBOT'O IIEHTPY MeIUUHOI reHeTuky, JIpBiBcbkoro HJII cnankoBoi narosnorii, a
takox KiriHiuHUX H/I MO3 Vkpainu 1 AH Ykpainu, BUIIUX MEIUYHUX HaBYATBHUX 3aKJIaliB.
Kepye pobotoro miei cnyx6u Koopaunariitna Paga 3 MeauuHoi reHeTuku npu MiHiCTEpCTBI
OXOPOHHU 3710poB’st YKpaiHu 1 rosioBHUH (axiBerp M3 Ykpainu.

3aBZ[aHHﬁ i erann MEIUMKO-TCHCTHUYIHOI'O KOHCYJIbTYBaAHHSA

Menuko-reHeTHuHe KOHCYJIbTYBaHHS — OJHMH 13 BHJIIB CIEIiai30BaHOT MEAUYHOT JOTTOMOTH
HACEJICHHIO, CIIPSMOBAHOI TOJIOBHMM YWHOM Ha TMOMEPE/HKCHHsI MOSBU B CiM’iI XBOpUX 13
CHAJIKOBOIO TATOJOTi€0. MenuKo-reHeTHYHe KOHCYIbTYBAaHHS, 3a BU3HAYEHHSIM pPOOOYOTO
KOMITETY AMEPHKAaHCHKOTO TOBAPUCTBA 3 TE€HETHKHU IoauHU (1974), € «...KOMyHIKAaTUBHUI



MpoLec, TOB’S3aHUA 3 PIMICHHSIM NTPOOJeM, IO BiTHOCATHCS 10 TOSBH a00 PU3HKY TOSBU
CIaJIKOBOTO 3aXBOpIOBaHHs B ciM’i. Lleit mporec mossirae B cripo6i 0JHOTO ab0 KUTbKOX (haxiBIIiB:
1) mosicuuTH nauieHTy abo ciM’i iarHo3, TUI ycraAKyBaHHs, OCHOBHI ITPOSBH, MEpeOir i AOCTyITHE
JIKYBaHHS CIAJKOBOTO 3aXBOPIOBAHHA; 2) JOMOMOITH CiM’i yXBaJIMTH IEBHE DIIICHHS LI0J0
PENpOIyKTUBHOT MOBEAIHKH 3 YpaxXyBaHHSM BEJIMYMHU IMOBTOPHOTO PU3UKY 1 00paTH HU3KY i
BIJIIIOBIJTHO /IO IIBOTO PIllICHHS, BPAXOBYIOYHM CTYITIHb PH3UKY 1 ciMeiiHi 11ii; 3) JOMMOMOTTH TOMY,
XTO 3BEPHYBCSA, Kpalle aJanTyBaTHCS 0 HAsBHOCTI XBOPOTO B CiM’1 1 pU3HMKY MOBTOPEHHS M€l
XBOPOOH.

OCOOJIMBICTIO MEAMKO-TEHETUYHOTO KOHCYJIBTYBAHHS € TC, 10 00 €KTOM JOCIIKCHHS € HE
OKpeMa JIFOJIMHA, a CIM S B LIUIOMY.

Iloxa3zaHHAMHU AJ1 MeAUKO-T€eHETUYHOI 0 KOHCYJIbTYBAHHA €:

1) Bik BaritHOT 10 18 pokiB i O6uIbII HiXk 35, Bik 6aThka 40 i Oinble;

2) BcTaHOBJIEHA a0O0 MiJO3pIOBaHa CIajKoBa XBOpoOa B CiM’i B IIMPOKOMY 3HAYCHHI CIIOBA
(HapoMKEeHHS JUTHHU 3 HPUPOJHKEHOI0 BaJ0I0 PO3BUTKY; 3aTpUMKa (PI3UYHOTO PO3BUTKY 1
pPO3yMOBa BIACTANICTh Y TUTHHH; MMOBTOPHI CIIOHTaHHI a0OpPTH, BUKHJHI, MEPTBOHAPOIKEHHS;
BUSIBJICHHS MTATOJIOTIT B XO1 MPOTpam MpOCIBaHHA);

3) KPOBHOCIIOPiTHEH1 ITUTFOOH;

4) BIIMB Ha BariTHy BiIOMUX a00 MOXKJIMBUX T€PATOTeHIB Yy Mepili 3 MiC BarirHOCTI;
5) HeGmaronoJrydHuii mepedir BarirTHOCTI.

CyTh TEHETHYHOTO MPOTHO3Y MOJISTAE B OIMIHII BIPOT1MHOCTI MOSBUA CHAJKOBOI MATOJIOTI Y
MaiiOyTHIX ab0 Bke HapokeHuX miteid. KoHcympTallii mo0 mporHo3y 3A0pOB’S MMOTOMCTBA
MO>KHA PO3JUTUTH Ha JIBi TpYyNH: 1) MPOCIIEKTUBHE KOHCYIBTYBAHHS — PU3UK HAPOKEHHS XBOPOT
JTMTAHU BU3HAYAETHCS JI0 HACTAHHS BAriTHOCTI; 2) PETPOCHEKTHBHE KOHCYIbTYBaHHS — IIC
KOHCYJIbTYBAHHS TTICJISI HAPOHKEHHS XBOPOi JUTHHH B CiM 1 OO 3I0POB’ sl MAaOYTHIX JITEH.

OcHOBHI 3a/1a41 MEMKO-TE€HETUYHOTO KOHCYJIbTYBaHHSI:

— BcTaHOBIICHHS TOYHOTO JTiarHO3y CHAIKOBOTO 3aXBOPIOBAHHS.
— Bu3Ha4YeHHs THITY ClIaIKyBaHHsI 3aXBOPIOBAHHS B JIaHIl CiM 1.
— Po3paxyHOK pu3uKy HOBTOPEHHS XBOpOOU B CiM 1.

— BuzHaueHHs Haile()eKTUBHIIIOTO CIIOCO0Y PO LTAKTUKH.

— TlosicHeHHsT TUM, IO 3BEpHYJMCS, 3HAUEHHA 310paHOi 1 MpoaHaNi30BaHOi iH(OpMAILii,
MEJIMKO-TEHETUYHOTO MPOTHO3Y 1 METO/11B MPOQLITAKTUKH.

Ilepwuit eman meouKo-2eHemuyH020 KOHCYIbMYBAHHA — YMOYHEHHA 0IA2HO3Y CIIa]IKOBOTO
3aXBOPIOBAaHHS 3a JIOMIOMOTOK T'E€HETHMYHHX METOJIB 1 BH3HAUCHHS THITY YCHAJIKyBaHHS
3aXBOPIOBaHHS B JaHiii ciM’i. J[ns yTOYHEHHS MiarHO3y BHKOPHUCTOBYIOTH MOPTPETHY
JIarHOCTHUKY, KJIIHIKO-T€HealoT1YHUH, IIUTOT€HeTUYHHA, CIelialibH1 610XIMI4H1 METOIM 1 METOIU
JIHK-pgiaraocTukmu.

Jl7is BCTAaHOBIIEHHS TUIY CMAJKyBaHHS CiMEHHOT MATOJOTIi TeHETUK CKJIaJa€ POJAOBIA CiM’i.
Bona noBuHHa MiCTUTH 1H(GOpMAILiI0O HE MEHIIEe HDK MpO TPH MOKOJIHHA. BaxknuBo mam’sTaTy,
[0 CHaJKOBE 3aXBOPIOBaHHS MOKe OyTH pe3ynbTaToM HOBOI MmyTtanii. /leTanbHe ckmagaHHS
POIOBOTY TO3BOJISIE BCTAHOBUTH I'€HOTUIH JISIKUX POJAUYIB.

Jlpyzuii eman — po3paxynok eHemuy4Ho2o pu3uky. I eHeTUUHUN PU3UK — 1€ BIPOTIAHICTH
MOSIBU TIEBHOI CIIAIKOBOI MATOJIOTI{ y TOTO, IO 3BEPHYBCA 32 KOHCYIbTAIIIE€I0, Y HOTO HAIIaKiB
a00 HANOMMKYUX POIUYIB.



Tpemiii eman — ouyinka 2enemuyqnozo puzuxy. B ninomy, SKII0 pU3MK HAPOPKEHHS XBOPOT
JUTUHU HE mepeBuilye 5 %, TO WOro BBaXKalOThb HU3bKUM. HU3bKWN T€HETHMUHUM PU3UK HE
BBQ)KAETHCS MPOTUIIOKA3AHHSM JIO ITOHAPOHKCHHS B 1aHiil cim’1. Pusuk Bix 6 10 20 % npuitHsaTo
BBaXXaTH cepeaHIM. B iboMy BUTIAIKy peKOMEHAITI 1010 TUTAHYBaHHS TOJANIBIITUX BariTHOCTEH
3aJie)aTh HE TUTHKHU BiJl BETUYHHH PU3UKY, aJIe U BiJl TSHKKOCTI METUYHHX 1 COIIaIbHUX HACIIJIKIB
KOHKPETHOTO CIIaJIKOBOTO 3aXBOPIOBAHHS, & TAKOXK BiJl MOXJIMBOCTI IPEHATAIBHOL IIATHOCTUKH.
SIxmo renetnyHui pu3uK nepesuurye 20 %, To HOTO PO3LIHIOIOTH SK BUCOKHH 1 3@ BiICYTHOCTI
METO/IiB TIPEHATAIBHOI IIATrHOCTUKH BIAMOBITHOT MATOJIOTIT MOAAJBIIIE JITOHAPOPKCHHS B TaHIH
ciM’i HEe pEKOMEHIYEThCSI.

Yemeepmuil 3a6epuiaivHUIl eman — 6UCHOB0K MEOUKO-26HeMUYHO20 KOHCYIbMYBAHHA I
nopaou o6ambkam. BOHH CTOCYIOTBCS TPOTHO3Y HAPOKEHHS 3J0pPOBOIO TOTOMCTBA 1
MO>KJIMBOCT1 JITOHApO/PKEHHA. [Ipu MosiCHEHH1 pU3MKY JIIKap MOBUHEH HE TUIBKM MOBIIOMUTH
CIM’1 KOHKpPETHY OIIIHKY, aji¢ ¥ MOSICHUTH 3HAY€HHS PI3HUX JOJATKOBUX (PAKTOPIB (TAKKICTH,
MOJXJIUBICTh JIIKYBAaHHS, IpeHaTajbHa JlarHOCTUKAa Ta 1H.). Dopma CHUIKYBaHHS THX, XTO
KOHCYJIbTY€EThCS, 1 JIIKaps-T€HETUKAa MOXKe OyTH TUPEKTHBHOIO (1opaaa) abo He AUPEKTUBHOIO
(tHbopmarlliss mMpo HPUPOAY 3aXBOpIOBaHHSA). AJe y OyAb-SKOMY BHUIIAJKy 3aBJaHHS JKaps
TOJISITAa€ B HaJIaHH1 JIOTIOMOT Y CIM 1 IPU yXBaJIeHH1 MPAaBUIILHOTO PILIEHHS 010 PENPOTYKTUBHOT
MOBEIIHKH (JITOHAPOKEHHS).

[Tpn MeIUKO-TeHETHIHOMY KOHCYJIBTYBAaHHI TIEpe]T JTIKapeM-TeHETHKOM IOCTAI0Th HE TLTBKU
YUCTO MEAWYHI, ajieé i MOpallbHO-eTUYHI MpobaeMu. Y Oyab-sKiid ciM’1 HaApOJKEHHS AUTHUHU 13
CHaJIKOBUM 3aXBOPIOBAHHAM a00 MPHPOHKCHOIO BAJ0K0 PO3BUTKY € BEITUKOIO TCHXOJOTTIHOO
TpaBMOIO. Y TIOJPYXOKS BHHHKAE IIOYYTTS TMPOBUHH 3a T, IO CTAlIOCA, KOMILIEKC
HETIOBHOIIHHOCTI. Y JCSKWX BHUMNAIKIB IMOCTA€ MUTAHHS MPO MOXKJIMBICTH 30€pEKECHHS CiM 1.
BBaxaioTp, 1m0 Ha MEAMKO-TEHETHMYHY KOHCYJBTAIlIIO JOIUIFHO HAIPABIISATH TOIPYXOKS HE
panime HibK yepe3 3—6 Mic Ticis BCTAHOBJICHHS J1arHO3y CHaJAKOBOT XBOPOOM, OCKUIBKH B TeH
nepioa BiOYyBaeThCs amamTallis M0 CHUTYyallii, 0 BUHUKIA B ciM’i. becima mikaps-reHeTnka 3
MOJPYXOKSIM MOJKE JOTIOMOTTH M aIanTyBaTUCS IO CHUTYallli, 3HATH MOYYTTS MPOBUHU 1 TUM
CaMUM ITATOTYBaTH JI0 MOJATBIINX .

IIpenaTanbHa JIarHOCTHKA
Knacudgikaniss MeToxiB npeHaTajabHOI JiarHOCTUKH

[IpenaTtanpHa qiarHOCTUKA — 1€ IArHOCTUKA CIAJKOBHX 3aXBOPIOBAHB 1 PUPOPKEHUX Ball
PO3BUTKY Y MEpioJ] BariTHOCTI. MeTo I NMpeHaTaIbHOI IarHOCTHKH

a) HeiHBa3uBHI — Y3]I, BU3HAUEHHS B CUPOBATIII KPOB1 BariTHO1 peYOBUH, SIKI JICTalld HA3BY
CHUPOBAaTKOBUX MapkepiB marepi: B-¢pakiiii xopioHiunoro ronagotponiny (BXI'), 6iika PAPP-A,
anbda-peronporeiny (ADII), 3aranpHoro xopioniynoro ronagotpominy (XI'T), He3B’s13aHOTO
€cTpioy.

0) iHBa3uBHI (0i0TICisS XOpiOHA, aMHIOIICHTE3, IJIAIICHTOIICHTE3, KOPIOIEHTE3).

MeTtoau npeHATANBHOI AiarHOCTHKY MiIPO3UIIOTh TAKOXK Ha MPOCiBaroyi, a00 CKPUHYI0U1
(Y3, cupoBatkoBi Mapkepu) i aiarHoctuyHi (Y3 /1, iHBa3UBHI METOAM).

MeToau npeHATAJbHOI JIaTHOCTHKH

Ckpunyroui JiarHocTu4Hi

(BUSIBIIAIOTH TPYIY PU3HKY (Bepuikyroui
JiarHo3)



3a MEBHOIO IATOJIOTIEI0) l

|

HeinBa3zusHi MeTO 1 V31 IaBa3uBHI MeTO U

L(e/ \ (xopioneHTE3,
TUTAIKEHTOLICHTE3,

aMHIOIICHTE3, KOPJIOIICHTE3)
V3 CupoBaTKOBI

MapKepu

HeinBa3uBHi MeToau
CupoBaTKoBi Mapkepu MaTepi. .

HailiBaxnuBilinMyU cHpOBAaTKOBUMU Mapkepamu € anbda-eronporein (ADII), B-dbpaxuis
XopiloHiyHOTO roHanoTpomniny (3-XI'), XxopioHiunuii ronagotpomnid moaunu (XI'Y), 6imox PAPP-
A, ue3B’s3anuii ectpios (HE) Ta in.

JIjis 1IarHOCTUKY BUKOPUCTOBYIOTHCS IMyHO(EpMEHTHI MeToiu. BinxuneHHs piBHs Ou1ka Bif
HOPMH BHPXKAIOTh 3a3BUYAll uepe3 KpaTHICTh MeiaHi. [l onuuauist HazuBaeTbess MoM (multiple
of medians). MoM oaepKyroTh NUISIXOM JAiIeHHs Benrnunan okasHuka XI'Y, ADII, PAPP-A, HE,
3apeeCTPOBAHOTO MPH TOCITIHKEHHI, Ha MEJIlaHy — CEPEIHIO BEIMYMHY HOPMAJIBHOTO PiBHS OLTKa
MpU JTaHOMY TEpMiH1 BariTHOCTI. HopmanbHI MOKa3HUKH ITUX CHPOBATKOBUX MAapKepiB MpHU
TepMiHax, IHPOPMATUBHUX IS MIPEHATAIBHOT JIarHOCTHKH, 3HAXOIAThCs B Mexkax 0,5—2 MoM.
EMmipuyHO BCTaHOBIIEHO, IO MPH MOKa3HUKAX MapKEPHUX CHPOBATKOBHUX OUIKIB, 110 BUXOAThH
3a 111 Mexl1 (y MeHIIH abo OuthIMiA OiK), BariTHI MarTh OYTH BIIHECEHI J0 TpyIy PH3UKY 3a
MIEBHOIO MATOJIOTIEI0.

Aabpa-Pperonporein (ADII)

BuxopuctoBytots y Il TpumMecTpi BaritHOCTI.

3mina Bmicty A®II y cupoBaTui KpoBi BarirHoi mpy Pi3HUX NATOJOTNTYHUX CTAHAX Y
110712

KonuenTpanis [TaTonoriuni cranu
ADII




MiBUIICHUN YepenHo-M03K0BA IPHKA)
Hedextn nepeanpoi yepeBHOT CTIHKH (racTpommsuc, oMpanorerne)

ATpe3ist cTpaBoXoy /a0 JBaHAAIATUIIANO KAIITKA

areHe3ist HUPOK)
KpnxoBo-kynpukoBa Tepatoma
HInpoxe ypaxkeHHs MKipH (OyTbO3HUHN €TmiepMoITi3)

Cunnpom llepemercrkoro — Tepuepa

BHYTPILIHBOYTPOOHA 3arudensp mnioa)

BararorurigHa BarirHicTh

Bwmicr A®II | Bagn HepBoBOi TpyOKkHu (aHeHUedasis, BiIKpUTa CHHHHOMO3KOBA IPHKA,

Bamgun nupox (mpupomkeHuii Hedpo3 (GIHCHKOTO THITY, MOJIKHUCTO3 HHPOK,

HecnpusitnuBa axymepcbka cuTyallis (3arpo3a IEpepUBaHHsS BarirHOCTI 1
CHOHTaHHOTO  alopTy,  MNATOJOTIA  IUIALEHTH, rinoTtpodis  Miona,

Bwmicr A®II | Cungpom Jlayna

3HIDKEHUH .
Heneuisa xpomocomu 18

Cunnpom Knaitndensrepa

3BepHYTH yBary Ha 30UTHIICHHS TP BaJax HEPBOBOI TPYOKH 1 3HMKCHHS TIPU XPOMOCOMHOT
MaTOJIOTi.

VY KIHOK TO3a BariTHICTIO 1 y 4osioBiKiB piBeHb ADII y KpoBi iCTOTHO MiJBUINYETHCS TPH
MIEPBUHHOMY PaKy MEYiHKH, MyXJIHMHAX eMOPIOHATBHOTO TOXO/KEHHS, Y YOJIOBIKIB TaKOX IMPH
MyXJIMHI S€YKa.

Xopioniuynuii ronagorpomnin gwauau (XI'd, XI'T, XI', hCG)

butok BU3HavaeTbes B cupoBaTili KpoBi BaritHoi 3 10—12-ro nus BaritHocTi. [Ipu HOpManbHOMY
nepe6iry BaritHocTi XI'U 3’sBisleTbes B cedl Ha 5-Ty—7-My 100y micis 3adarts. JlocmimpkeHHs
piBHs XI'Y € TOYHMM MOKa3HUKOM BariTHOCTI BXKE IIPH TEPMiHi 2—3 THK.

Jost oninku crany mioaa Bmict B-XI'Y gocaimxywrts B I Tpumectpi Baritnocti (y 10-14
TH:K.), B Il TpuMecTpi BaritHocTi BU3HaYaeThes 3arajbHa ¢pakuis XI' B Tepminu 15-20
TR (mapaseiabHo 3 A®II ta inmmvu mapkepamm). Iligsumenns XI'U xapakTepHe mis
cunapomy JlayHa y mioja, Momirioinii Ta uisl IHIIUX MATOJOTIYHUX cTaHiB.. Sk 1y paszi ADII,
3miHa koHueHTpauii XI'YU mo3Boiise BiniOpaTu Tpyny BariTHUX A HACTYMHOI i1HBa3HBHOT
IarHOCTHUKH.

3mina Bmicty XTI y cupoBaTui KpoBi BarirHoi NpM pi3HUX MaTOJIOTiYHUX CTAHAX Y
10712

Konnentpamis XI'1 [TaTonorivuni cTaHu

Bwmict XI'Y | Cunapom layHa, nomimiaoigist y mioja
MABUIIIEHUI BararomminHicTs

Pe3yc-koHQmiKT

MixypoBwuii 3aHOC




Bwmict XI'Y 3umkennit | Cunapom EnBapaca
[To3amaTkoBa BarirHiCTh

3arpo3sa nepepuBaHHs BariTHOCTI
deTormialieHTapHa HeJIOCTATHICTh

Hexon’oropanmii ectpionn (HE, uE3) — ocHOBHUI eCTporeH, MpoayKOBaHHUH ILIALEHTOIO.
3amxkenas UE3 xapakrepue ans cunapomy [layna, aneHnedarnii, rinorniasii HaJHUPKOBUX 32103
wioza, (eroraneHTapHoi HeAOCTaTHOCTI. Bu3HavyaeThest B qpyroMy TpuMecTpi BaritHocTi (15—
20 Twx) napanensHo 3 ADIT 1 XI'Y («moTpiitHuit TecT», ab0 «0I0XIMIYHUI CKPUHIHT Ha CHHAPOM
HayHay).

Binox PAPP-A (nporein, aconiiioBanuii 3 BariTHicTio — pregnancy-associated plasma
protein A). PAPP-A BuKOpHCTOBYeThCS M1l paHHBOI MpPEHATAJIbHOI JIarHOCTUKU CHHIIPOMY
JlayHa Ta HIIUX XpOMOCOMHHUX CHUHJPOMIB B | TprMecTpi BariTHOCTI (Iapajienb 3 BUSHAYEHHSIM
B-dpaxkuii xopioniuHoro ronagotrponiny — BXI 1 Y3]1). HocnimkeHHs: MpOBOASTECA B TEPMIiHI
10-14 tux. IcToTHe 3HMKeHHs KOHUeHTpauii 6iika PAPP-A xapakTepHe JJIsi CHHAPOMY
HMayna, Ensapaca, IlaTtay, Tpucomii mo xpomocomi 22. IIpu cunapomi lllepemieBcbkoro —
Teprepa i IHIINX aHEYIUTOIIAX 32 CTATEBUMH XPOMOCOMAaMH TaKO CIOCTEPITaEThCs 3HIKCHHS
piBusi PAPP-A, ane meHi BupaxeHe.

YabTpa3sBykoBe CKAHYBAHHSA

V3]1 n03BOIsIE€ BUSIBUTH SIK IPUPOJIKEH] BaJIM PO3BUTKY, TaK 1 QYHKI[IOHAJILHUM CTaH IUIOJAA Ta
HOro MpOBI3OPHUX OpraHiB (IUIAIICHTH, MTyMOBUHH, 000J0HOK). Y3/l Mo:kHAa mpoBoauTH 3 6—8
THK i A0 kiHma BaritHocti. Y3/ Moxke 3acTocoByBaTHCS SIK CKPUHIHIOBHMii i sIK
yTouHIOWYMA MeToA. i1 MAacoBOTO CKPUHIHTY CHaJKOBHX 3aXBOPIOBaHb 1 BajJ PO3BUTKY
3amporoHoBaHO TepMiHM BaritHocTi 10—-14 Tk, 18-22 tmx 1 24-26 Twx. 3a MOKa3aHHIMH
JOCITIJKEHHST MOXKYTh IMPOBOJUTHCS B 1HIII TEPMIHH.

VY 10-14 T BCTaHOBIIOIOTH TOYHUH TEPMIH BariTHOCTI, KUIbKICTh IUIOMIB. [IpoBOIMTHCS
TaKOX CKpUHIHT cuHIpoMy [layHa Ta iH1o1 XxpoMocoMHOi marosorii. Bucoko crienudiuanm Y3/1-
MapKepoM XPOMOCOMHOI MaToJIOTii 11oaa B | TpuMecTpi € BUMIpIOBaHHS MIMPUHU KOMIPIIEBOTO
npocropy mioAa. KomipiieBuit mpocTip BU3HAYAETHCS SIK aHEXOT€HHA 30Ha MK IIKIPOIO 1 M’ IKUMU
TKaHWHAMH, 110 OTOYYIOTh XpeOeT y AUIAHIN Ui, 30UIBIICHHS IIUPUHU KOMIPIIEBOTO MPOCTOPY
wiona Outbiie 2,5 MM € cUMOTOMOM cuHApoMmy JlayHa Ta IHIIMX XPOMOCOMHHUX TPHCOMIH,
MoHocomii X 1 MOMmIOinii 1 CIYXUTh IIOKa3aHHSAM JO 1HBa3WBHOI JiarHOCTUKH. BoHO
crioctepiraerbesi TUIbKU y 5 % muioniB 3 HopMmanbHUM KapiotunoM. Jpyruit Y3J[-mapkep |
TPUMECTPY — KICTOUKAa HOCa Yy IUI0Ja, BIICYTHICTH KO Tako>X BKa3ye Ha BUCOKHMHA PHU3UK
XPOMOCOMHOT ITaTOJIOT 1.

Jlo 18-22 Tux BariTHOCTI Bxke cPopMOBaHi BCi OpraHH 1 MOXKYTh OyTH BUSIBJIECHI OaraTo Baj
OTIOPHO-PYXOBOTO amapary, Cepils, BIICYTHICTh MepeAHbOI YEPEeBHOI CTIHKH, BaJd TOJOBHOTO
MO3KY, spina bifida Ta iH. Onucano pi3HOMaHITHI MapKepu XpOMOCOMHUX CUHApoMiB. Tak, npu
cuapomi JlayHa y mioAa 4acTo BUSBIISIIOTHCS CTOBIIEHA MIMHHA CKiajaka (OuUieine 5 MM),
BHYTPIITHBOYTPOOHA 3aTpUMKa PO3BUTKY IJI0/a, TOMIPHUIA TiIpoHedpo3, yKOPOUESHHS CTETHOBOT
KICTKH, T1IEPEeXOreHHUH KUIIeYHUK 1 Baau cepus. [HIIi CMMITOMM XpOMOCOMHOI MaToJIOTi —
3MIHM MPOBI3OPHUX OpraHiB (30KpemMa, IUIAleHTH), KUIbKOCTI aMHIOTUYHOI PiAWHU, Pi3HI BaIu
po3BUTKY. B 11i1omy 3a gomnomororo petensHo nposeaeHoro Y3/ y 20 Tk MoxkHa BUsSBUTH 110 20
% TUIO/1IB 3 XPOMOCOMHOIO NaToJIoTiero 1 10 40 % miioniB 3 TpucoMiero 1o 21 XpomMocoMi.

V3]1 no3Boiisie niarHoctysatu 10 80—-86 % ycix Baa pO3BHUTKY.

KommiiekcHa mnporpamMa mnpeHaTajJbHOI JiarHOCTHKH NPHPOIKEHHX BajJ PO3BUTKY i
XpPOMOCOMHHX cMHAPOMIB. IIpenaranbHuil CKPUHIHT

JUisi CKpHMHIHTY CIaJKOBOi MATOJIOTIi y MEepioJl BariTHOCTI BUKOPHUCTOBYIOThCS HEIHBa3UBHI
Metoau. HaifepexkTuBHiuM € moenHaHHS cupoBaTkoBUX MapkepiB 1 Y3/[. Cporopsi
IIPOBOJIUTHCSI MACOBUI MpeHATaTbHUN CKPUHIHT:



1) cunnpomy JlayHa i iHIIOT XpOMOCOMHO{ TaTOJIOTI;

2) BaJ HEPBOBOI TPYOKH;

3) IHIIUX TPUPOKEHUX BaJ PO3BUTKY.

Jst KiHOK, fIKi cTagM Ha 00JiK B NepHIOMy TPHUMeCTPi BariTHOCTI, IPOBOIUTHCS
JIBOETAIHA IpeHaTalbHa JIIarHOCTUKA.

Ilepwuit eman — 10-14 Twx — anamiz mapkepiB PAPP-A i B-XI', Y3/ (BuzHaueHHs
TOBIIMHU KOMIPIIEBOTO MPOCTOPY 1 Bi3yamizamis KicTo4ok Hoca). [IpoBomuThes 3 MeTOIO
CKPUHIHTY IUIOAIB 3 cuUHApoMoM JlayHa Ta IHINMMH XPOMOCOMHHMMH CHHApPOMaMHU. Y IIbOMY
TEpMiHI MOXYTh OyTH BUsBICHI 10 87 % IJIOIIB 3 XPOMOCOMHOIO MaTojorieo. /liarHocTyoTh
TaKOX JEAKi BaJl PO3BUTKY.

s cuanpomy JlayHa Ta 1HIIOT XpOMOCOMHOI MATOJIOTI XapakTepHe 30UIbIICHHS TOBITUHU
KOMIPIIEBOTO MPOCTOPY, BUICYTHICTh KICTOYKM HOCA, 3HWKEHHSI KOHIeHTpailii O6iika PAPP-A 1
nigsuiieHHs BXI'T. OrpuMaHHS NO3UTHBHUX pE3YNIbTATIB J03BOJIE€ 3apaxyBaTH BariTHy [0
IPyNH PU3MKY 32 XPOMOCOMHOIO IATOJIOTIEIO, IO MOTpeOye YTOUHEHHS JiarHo3y (1HBa3WBHI
METO/1y 3 MOJAJIBLIUM KapiOTUITYBAHHSAM KIIITUH IUIOAA).

Jpyauii eman — 15-20 twx — ananmiz A®II (kpamuit 16-it Trokaens), Y3, OcHoBHA MeTa
— J1arHOCTHKA BaJ] HEPBOBOI TPYOKH Ta IHIIMX Baj po3BUTKY. [linBumenHs kouuenTpaiii ADII
XapakTepHe Ui BaJ HEPBOBOI TPYOKH, 3HM)KEHHS — JUId XpoMmocoMHoi martosorii. [Tpu Y3]]
MOXXYTh OyTH BUSIBJICHI MPUPOJHKEHI BaJy PO3BUTKY 1 CUMIITOMH XPOMOCOMHOI matoJjorii. s
YTOYHEHHS JIarHO3y XpOMOCOMHOT MaToJIOT1i HEoOX1IHA 1HBa3WBHA JIarHOCTHKA 3 TIOJABIITUM
KaploTUIyBaHHAM. JIJis YTOYHEHHs [IarHO3y HPUPOJKEHOI BaJu IMPOBOJAUTHCA IMOBTOPHE
netanbHe Y 3/[-mocaimKeHHs TUIoIa.

Jas KiHOK, fIKi cTaau Ha 00JiK B JAPYyromy TpUMecTpi — OJHOETalHa JlarHOCTUKA —
aHamiz A®II 1 XI'Y B 15-20 Tux BaritHOCTI. Y Il TEPMIHU MPOBOAUTHCs Takox Y3JI. Meta
JOCITIKEHHST — JlarHOCTHUKa CUHApoMy JlayHa Ta 1HIIOT XpOMOCOMHOT TATOJIOT11, Baj HEPBOBOT
TpYOKH ¥ HIIMX BajJ po3BUTKY. E(DEKTHUBHICTH A1arHOCTUKH XPOMOCOMHOT MATOJIOTIT B IPYyromMy
tpuMectpi — 6070 %.

VY neskux KpaiHax B I[bOMY T€PMiHI BU3HAYAIOTHCS TpU cUpoBaTKoB1 Mapkepu — ADII, XT'Y,
HE (Tak 3BaHuil «IOTPIHUIN TECT).

3MiHa CHPOBATKOBHMX MapKepiB (MOTPiliHUI TeCT)

npu cuaapomax [layuna i EnBapaca y nioga

XPpOMOCOMHI CUHAPOMU Anbpa-deronpoTein He3sp’s13anui XOplOHIYHUHA
ectpion (HE ro"anorponid (XI'4
(A®IT) pios (HE) porin (XI')
Cunpgpom Jlayna [ToHmxkeHnui 3HWKEHUN [TinBumennit
Cungpom Enpapnaca . . .
[Honmxenui 3HMKEHUN 3HUKEHUN

Moske BU3Ha4yaTHCs iHri01H A, KOHIIGHTPAILisl SKOTO MiIBUIYETHCS B CHPOBATII KPOBI BariTHOT
npu cunapomi Jlayna. YV cykymnocti 3 A®II, XI'U, HE Bin € HaiiOubm iHGOpMATUBHUM
«KBaJIpaTUYHUM TecToM». KBaapaTuuHuil TecT MpOBOAUTHCS B Ti K TEPMIHH, IO 1 NOTPIHHUI
tecT. EdexTuBHICTh BUsABICHHS CUHApoMY JlayHa ninBuityetbes 10 75 %.

Crnenudiuaum 1715 Baa HepBoBoi TpyOku € ninBuiieHHs ADII. Y upomy TepMiHi Baau HEPBOBOT
TpYOKH MOXYTb OyTH JiarHocToBaHi mpu Y3/1.

InBa3uBHI MeTOIHN

IToxa3aHHs /10 IHBa3UBHOI IPEHATAIBHOT J1arHOCTHKH

1. Bik BaritHOi — 10 18 Ta micns 35 pokis.

2. HasBHicTs 1 ciM’{ AuTUHY (1U10/12) 3 XPOMOCOMHOIO XBOP0O0O0I0 a00 MHOKMHHUMH BaJaMu
PO3BUTKY. Y pasi, AKIIO KapiOTHUMH OAThKIB HOpMaJIbHI MOXKJIMBA TaKa K TaKTUKA SIK y I1. 1.

3. HasBHicTh y 0aTbKiB XpOMOCOMHO{ MATOJIOT1i, XpOMOCOMHOI IIepe0y10BH.

4. PesynpTatu GioximMigHOTO 1 Y3]/[-CKpHHIHTY, IO MPHITYCKAIOTh XPOMOCOMHY XBOpOOY Y
IoAa.



5. Bucokuii pu3uK HapOKEHHSI TUTUHU 3 MOHOI'€HHOIO XBOPOOOIO 3a pe3yabTaTaMi MEAUKO -
TEeHETUYHOTO KOHCYJABTYBAaHHS a00 TMpOCIBAaIOUMX MPOrpaM BHUSBJICHHS T'€TEPO3HTOTHOTO
HOCIHCTBa, SKIIO TE€H 3aXBOPIOBAHHS KapTOBaHMH 1 MOXIIMBA MOJEKYISPHO-TEHETUYHA
JIarHOCTHKA).

6. YTOYHEHHS AiarHO3y MPHUPOJUKEHUX BaJl PO3BUTKY (HANPHUKIAM, Uil YTOYHEHHS JiarHO3y
BaJ HEPBOBOI TPYOKH NMPOBOIMTHCS aMHIOIEHTE3 3 IMOJAIBIINM BHU3HAYCHHSIM KOHIICHTpALlii
A®II B aMHIOTHYHIN pianHI).

8. liarnoctuka iH(EeKIil m10/1a, IMyHOJIOTTYHOT HECYMICHOCTI MaTepi 1 oa.

8. 3acrocyBaHHs KIHKOIO a00 11 40JIOBIKOM (papMaKoJOTIYHUX MPErapariB MUTOCTATHYHOT il
a00 OMPOMIHEHHS OJHOTO 3 MOJPYXOKS HE3aJ0BroO 10 HacTaHHs BaritHOCTI. [linBuiennii pusuk
XPOMOCOMHO{ TaTOJIOT1i.

[Iporunoxazanns: 1) iH¢ekuii crareBUX HUIIXIB; 2) 3arpo3a MEpepuUBaHHS BariTHOCTIL; 3)
roctpi iH(EeKIiitH1 3aXBOPIOBAHHS; 3) MiOMa MaTKH BEJIMKHX PO3MIpIB.

bBioncia xopiona — oTpuMaHHS TKaHUHU XOpiOHA. PeKOMEHAYIOTh IPOBOJUTH MPHU TEPMiH1
BaritHOCTi 10—14 Tk, YcknaaHeHHs (PU3HK IepeprUBaHHS BarirHOCTI) CTaHOBHTSH 2,5—3 %.

Ilhayenmoyenme3 — OTPUMAaHHS TKAaHWHU TUIAIIEHTH, TPOBOIUTHCA 3 14-TO THOKHSL.

Amnioyenmes — OTpUMaHHS HABKOJIOTUTITHOT PIUHU, B SIKIA 3HAXOASATHCS 3TYIICHI KIITHHA
wio/a 1 amMmHioHa. PaHH1l amMHIoeHTe3 MpoBoauThCs Ha 13—14-my THxkHI, Mi3HIM — 3a3BHUYail Ha
16-20-my (kparmie Ha 16-My). Yckmagaensas B 0,5-1 %.

Kopoouenme3z — B34TTs KpOBi 3 NMYNOBUHM Mi KOHTposieM Y3]l yepe3 mepeqHio YepeBHY
cTiHky. IIpoBoguThest 3 20-ro THXKHS BariTHOCTI. YCKJIAJAHEHHsS He mepeBUllytoTh 2 %. Kpos
JOCIIDKYIOTh 32 JIOTIOMOTOI0 ITUTOTEHETUYHUX, MOJICKYISIPHO-TEHETUYHUX 1 OIOXIMIYHHX
MeToiB. KopaolieHTe3 BUKOPUCTOBYETHCS IS TIarHOCTUKHU T€MATOJIOTTYHUX CITaIKOBUX XBOPOO
(remoroGiHOMATII, KOArynomarii, TPOMOOIMTOIEHIT), IMyHOAE(IIUTIB, BHYTPIIMIHHOYTPOOHUX
1H(pEKIIH, IMYHOJIOTTYHOT HECYMICHOCTI MaTepi 1 IJ10a, BHYTPIIIHBOYTPOOHOT TeHOTeparii.

demockonina — OTIISI TIJI0/1A 32 IOTIOMOTOI0 €HAOCKOMIYHOT TeXHiKu. [IpoBoauThest Ha 18—
23-My TWXKHI. YCKIagHeHHs CTaHOBIATE 7—8 %. [licis BnpoBamkeHHs Y3 MeTo 1 IpakTUYIHO HE
BHUKOPHUCTOBYETHCS, OCKUIBKH BCl BaJid, sIKI MOKHa MOOAYUTH 3a JIOMOMOTOIO €HIO0CKOIYHOT
TEeXHIKH, I00pe TIarHOCTYIOTHCS MPHU YIIBTPA3BYKOBOMY CKaHyBaHHI.

bioncia mkanun nnooa — Oloncis mKipu mwioga abo M’a3iB mig KoHTpodeM Y3/I.
[IpoBoAWTHECS B JPYroMy TPUMECTPl BariTHOCTI JJIs JIIarHOCTHKH XBOpOO miKipu (iXTio3,
enigepModi3z) i Mm’s130B0i auctpodii Hromenna. OnepkaHuii MaTepial BUBYAOTh 3a JIOIIOMOTOIO
LUTOJIOTTYHUX, IUTOXIMIYHUX, IMYHO(DIIOOPECIIEHTHUX METO/IIB.

Cyuacnuii neingeazugnuii memoo — nocnimpkenns Hexniruanoi JJHK miona B mnasmi kpoBi
BariTHOI. BukopucroByioTh 3 9 -10 Twxk. BaritHocTi. B KpoBi BariTHOi LHHUPKYIIO€ HEKJIITUHHA
JIHK mmona. J[xepenom € maneHTa (3BUILHIOETHCS TIPH arlonTo31 KiTuH mianeHT). o 10-13%
neknituHHOi JIHK B kposi BaritHoi — mne JIHK mnona. BukopucToByrOTH Ui JiarHOCTUKU
cunapoma Jlayna i iHmux aneyriofii. JlocmimkeHHs: mpoBoasaTh 3a gornomororo meroais JHK-
aHaJi3y.

IIpoGJsemu, siki BHHUKAIOTh NPH iHBAa3UBHIN NPeHaTAJbHIH AiarHOCTHL

[Ipu iHBa3uBHINA NpeHaTaJdbHId MIATHOCTUIIl MOXXYTh BHHHMKATH NpoOIeMH, MOB’sI3aHl 3
OTPUMAHHAM KYJIbTYPH KIITHUH. Y AESKUX BUIAJAKAX MPU 1HBA3UBHIN NMpeHaTalbHIN A1arHOCTHUII
HE BJAETHCA OJIEP’KAaTH JOCTAaTHIO KUTBKICTh KIITHH s TOJANBIIOTO JOCHKEHHS abo
HEMOJXKITUBO OJIEPKATU KYJIbTYpPYy WX KIITHH. BipOTiMHICTh TaKMX YCKIAIHEHb, K MPABUIIO, HE
nepesuinye 1 %.

Mo>XyTh BUHUKHYTH IIpo0OJIeMH, OB s13aH1 3 IHTepIpeTalli€to pe3yabTariB. [Ipu xopioueHTesi
i TIalleHTOIIeHTe31 MOXKe OYTH J1arHOCTOBaHUN Mo3ainu3M. Lle Moke CBiqUMTH MPO MO3aiduHy
dbopMy XpOMOCOMHOT XBOPOOM y MJoja, ale y JCSKUX BHIAgKaxX MO3ailu3M OO0yMOBIEHHI



IHIIUMU TpUYrMHAMU. BiH Mo)ke OyTH HacCliKOM KOHTaMiHalli TKAaHWHU KIITHHAMHU MaTtepli,
MO3aillM3MOM TUIBKH B IIJIOJJOBUX O0O0JIOHKaX (y 3apOAKOBHX OOOJOHKaX MO3ailli3M BHUHHUKAE
gacrilmie, HDK B KJIITHHAX eMOpIOHA, 1 MOXKE€ HE MAaTW HISKMX HACTIIKIB Ui Opra”i3my, IO
po3BuBaeThes). KoHCynbTalis moApyKHBOT Mapy B X CUTYAIIAX HAA3BUYAHHO CKJIa(HA.
METOJIM JIATHOCTHUKH CITAJIKOBOI IMATOJIOTTi
B CUCTEMI CYYACHHUX PEITPOJYKTUBHUX TEXHOJIOT'TA

JoiMmmiianTaunilina (mpeiMmuianTaniiina) riarHocTuka.

Cytps mMeroay nomsirae B Takomy. Ilicns ctumymsnii XI™ rimepoBynsii y )KIHOK OJEepKYIOTbh
KUTbKa OBOIMTIB, MPOBOASATH 3aIUTINHEHHS in Vvitro (ekcTpakoprnopaibHe 3arutiaHeHHs). Ha 3-ii
JIeHb y eMOpioHIB Ha cTanaii 5—8 KIITHH 3a JOMOMOTOI0 MIKpPOMAHIMyJIsATOpa BiIIUIIOTH
omactomep. bmactomep nochmimkyrore 3a jgomomoror FISH a6o TIJIP. ¥V momamemomy
IMIUTAHTYIOTbCSI T€HETHUYHO MOBHOLIHHI €eMOpiOHHM.  IMIJIaHTYIOTBCS TUIBKM TI'€HETHYHO
MOBHOIIIHH1 eMOPIOHH.

I'eneTu4Hi a0cC/TiAKEeHHSI JOHOPIiB OBOLMUTIB i clepMH, sIKa BHKOPHMCTOBYETHCSl IS
IITYYHOro 3amjigHeHHsl. CbOro/iHI BBaXKAlOTh 3a JOLUIbHE MPOBEJIEHHS TECTYBaHHS JOHOPIB
CIIEpMHU Ha reTepO3UTOTHE HOCIMCTBO I'eHIB HAaHOUIBII MOMIMPEHIIINX MOHOTEHHUX 3aXBOPIOBaHb.
Jlo Takux 3aXBOPIOBAHb HaJE€KaTh MYKOBICUHI03, (EHUIKETOHYpIs, CIIHAJIbHA amioTpodis
(xBopoba Bepauira — T'odmana), anpeHOreHiTaaIbHUNU CUHAPOM. J[OIUTPHE TAaKOXK BHSBJICHHS
MmyTarlii B reni Cx26, Mo € MpUINHOIO OUTBIIE MOJOBHHH BUTIAKIB CIIAAKOBOT HECUHIAPOMAIILHOT
TIIYXOTH.

IIpenaranbHe JiKyBaHHSI IeAKMX CIIaJJKOBMX 3aXBOPIOBaHb i Ba/l PO3BUTKY

[Ipn niapparmanbHid TpHXKi, AEIKMX BaJaX CEUOBHAUIBHOI CHCTEMH, TepaToMax, KiCTax
JIETEHIB OTMCAHO BUMAIKH YCIIITHOTO XIPYPriyHOTO JIKYBaHHS IUIOAIB (Oreparlis Ha BiIKpUTIH
a00, AKIIIO 1€ MOKJIMBO, HA 3aKPHUTIA MATIIi — acIipallis TOJIKOIO).

[IpoBoaMTHCS TIpeHATa bHE JIKYBAaHHS BIPHIBHOI (JOPMH aqpEeHO-TEHITATHPHOTO CHHIPOMY.
BaritHuMm, y SIKUX BU3HAY€HO BHCOKUNM TE€HETUYHUHM PHU3MK HAPOKEHHS ITUTHHHU 3 LIEI0
MaToJIOTIEr0, 3 4—5 Mic eMOPIOHAIPHOTO PO3BUTKY MPU3HAYAIOTH HEBEJIMKI 103U JEKCAMETa30HY.
JlexcaMeTa30H MPUTHIYYE CEKPEIil0 aHAPOTeHIB eMOPIOHAIbHUMH HAJHUPKOBUMH 3aJI03aMH 1
3arno0irae rinepruia3ii HATHUPKOBHUX 3aJ103.

Croroani GopMyeThCs HOBa KIliHIUHA AucCIuILIiHa — ¢eromoria (mar. fetus — mmin), mo
3aiiMaeThCs BUBYEHHAM IUIOJA SIK MAIlieHTa. 3aBAAaHHAM Ili€l ramy3l MEIWLUHU, L0 Tepeaye
HEOHATOJIOT'1], TOBUHHE CTATH BHUBUYEHHS JIIOJWHU MPOTSATOM BCHOTO i BHYTPIIHBOYTPOOHOTO
MepIOTy KUTTSI, TOCTIKEHHS €TI0JIOTIi 1 MaToreHe3y pi3HUX MaTOJOTTYHUX CTaHIB, IIarHOCTHKA 1
JIKYBaHHS I[UX MATOJIOTIYHUX CTAHIB.

MACOBHWM CKPHUHIHT HOBOHAPO/ I KEHUX

Macoeuti ckpuHine HOBOHAPOOICEHUX (HEOHAMANbHUL CKPUHIHZ) — TI€ MacoBE OOCTEKEHHS
BCIX HOBOHAPOHKEHHUX 3 METOI0 PaHHBOTO BUSBJICHHS HA JIOKITIHIYHIN CTalii 3aXBOPIOBAHHS, AJIs
SIKOTO PO3po0IIeH] MeTOAH MPO(LUIAKTUYHOTO JiKyBaHHs. PaHHe JikyBaHHS 3a1o0ira€ po3BUTKY
KJIIHIYHHUX O03HAK XBOPOOHU.

OCHOBHI BUMOTH JI0 CKPUHIHTOBHX MPOTPaM JJi1 MAaCOBOI'O HEOHATAFHOTO CKPUHIHTY:

1. Yacrorta 3axBoproBanHs B momymsmii 1:10 000 (iHOAlI CKpUHYIOTbCS MEHII MOILIUPEHI
3aXBOPIOBAHHS).

2. 3axBOproBaHHs 0€3 CBOE€YACHOTO JIIKYBaHHS MPHU3BOAUTH N0 TSKKUX MOPYIIEHBb 30POB’s,
paHHBOI iHBaJiAM3AIII].

3. IloBuHHI icHYBaTH cl0coOM MPOQITAKTUYHOTO JTIKYBaHHS.

4. Meroau JiarHOCTMKH MarOTh OYTH BHCOKO UYYTIUBUMH (HE TIOBHHHI JaBaTH
XUOHOHETaTUBHUX  pE3YNbTaTiB), CHEUU(DIYHUMHU (JIOMYCKAEThCS  HEBEIMKHH  BIICOTOK
XUOHOMO3UTUBHUX PE3yJbTaTiB), EKOHOMIYHUMHU; OIOJOTIYHHMI MaTepian A JiarHOCTHUKU Mae
OyTy JOCTYIHHUM. Y OUIBLIOCTI MPOTPaM JOCIIKYIOTh KPOB.

5. BuTtpatu Ha CKpUHIHT-IpOTpamMH HE TOBHHHI MEPEBUIIYBATH BUTPAT HA JIKyBaHHS 1
yTPUMaHHS AaHO1 KaTeropii XBOPHUX.



[Iporpama 00OB’S3KOBO MICTHTh Taki eramu: 1) B3STTA OIOJOTIYHOTO Matepiany Jis
JOCII/DKEHHS! y BCIX HOBOHAPOJ/KEHUX 1 JOCTaBKa MaTepialy B JIarHOCTHYHY Jlaboparopito; 2)
nmaboparopHa TpociBaioya JiarHOCTHKA; 3) YTOYHIOYA JIarHOCTHKA BCIX BHUMAAKIB 3
MO3UTUBHUMH PE3yJIbTaTaMU MPH MPOCiIIOBaHHI; 4) JIIKYBaHHSA XBOPHUX 1 iXHS JUCIIaHCepU3aIlis 3
KOHTPOJIEM 32 XOJIOM JIIKYBaHHS; 5) MEINKO-TEHETUYHE KOHCYIBTYBaHHS CiM 1.

B VYkpaiHi mpoBOAMTHCS MAacCOBHH CKPUHIHI HOBOHAPO/DKEHHX Ha (EHUIKETOHYPIIO,
rinoTHpPe03, MYKOBICHHMIO03 1 aapeHO-TEHITAJIbHUNA CHHAPOM.. 3 ypaxyBaHHSM YacTOTH,
e(eKTUBHOCTI TPO(UIAKTUIHOTO JIIKYBaHHS, €KOHOMIYHOT 3HAYYIIOCTI MATOJOTIi BBAKAIOTH 3a
JOLUIBHE TAKOX MPOBEJCHHS MAaCOBOTO HEOHATAILHOTO CKPHHIHTY MPHUPOKEHOTO TIITOTUPEO3Y.

Ckpunine na eninkemonypito. Ha 3-100-5-Ty 100y y HOBOHApO/DKCHHX OEpyTh KpOB Ha
crenianbHui Xpomarorpadiuauii abo GineTpyBanbHuil namnip (kaptku 'atpi). KpoB Bucymyors,
3pa30K MEPECUIIAlOTh B JIA0OPATOPIFO, 110 3aliMAETHCSI CKPUHIHTOBUMU JOCTDKeHHAMH. OHa 1 Ta
K KapTKa 3 TUIAMaMd KPOBI MOJYKE BHKOPHCTOBYBATHCS JIJISI CKPUHIHTY 0aratbox CHaJKOBHX
3aXBOPIOBaHb. J[J1s1 CKpHHIHTY MOKYTh BUKOPHUCTOBYBATH (DIIFOOPUMETPHYHUN METOI.

DII00pUMETPUYHHUIA METOJI — Mamip 3 KpOB’I0 BMIIIYIOTh B CHEliaIbHUI PO3YHH 1 JOJAIOTh
OapBHUK HiHTiApuH. Hinrigpua 3 deHinananiHoM gae Oy3koBe 3a0apBieHHS. [HTEHCHBHICTH
3a0apBIEHHS 3JIKHUTH Bifl KUIBKOCTI (peHUTANIaHIHY 1 BA3HAYAETHCS 32 JJOTIOMOTOIO CIIEIiaTbHOTO
npwiagy — ¢moopockana. Lleit MeTon € KUIbKICHMM, HAaWTOYHIIIMM, J03BOJISIE BU3HAUYUTU
KOHIICHTpaIlit0 GpeHuTalaniny. MeTo 1 BUKOPHCTOBYETHCS B OUTBIIIOCTI JTA0OPATOPIiA.

VY BuUMaAKy MO3UTUBHOTO PE3yJbTaTy MPOBOJIUTHCS YTOUHIOIOUYA OIOXIMIYHA JlarHOCTHKA.
Hesixi dopmu rinepdeHitanaHineMii nepediraroTb 100pOosKICHO 1 He MTOTPEOYIOTh JIIKYBaHHS.

Tpupooowcenuti cinomupeos. CKpUHIHT TPYHTYETHCS Ha BU3HAYCHH] BMICTY B KPOBI THPOKCHUHY
(y xBopux 3HWXKeHHUI) ab0 TupeoTponHOro ropMony (TTI — 30inbIIeHuit) y BUCYIICHIN TUISIMI
KpoBi Ha QITETpyBAIBHOMY Marnepi. J[s 1iarHOCTUKH MOXYTh BUKOPHUCTOBYBATHUCS paIioiMyHHI
a6o iMmyHO(epMeHTHI (IMyHOITIOOPECIIEHTHI MeTOI1). Uepe3 TeXHIUH1 Ta eKOHOMIUHI TPUYUHU
IMyHO(EpMEHTHUM METOJaM BIIIa€ThCS IepeBara.

Aodpeno-eenimanvuuii  cunopom  (MPUPOJDKEHA  TIMEpIUIa3is  HAJHUPKOBUX  3aJ103).
HaiiuacTimoro mnpuynHOIO € MyTalisa TeHa, mo Kkouaye depmeHT 21-Trimpokcunaszy. Merox
CKPUHIHTY TPYHTYETHCS Ha BUSABJICHH] 30UTbIIIEHHS BMICTY 17-01-OKCUITPOTECTEPOHY Y BUCYIIICHIH
mIsAMi KpoBi Ha (QinmbTpyBasibHOMY manepi. Po3poOieno pamioiMyHHI Ta IMyHO(EpPMEHTHI
(mepeBaxkHi) METOIN.

JI1sl CKpUHIHTY eanakmo3emii BAKOPUCTOBYETHCS MIKPOOIOJOTIYHUN a00 OI0XIMIYHUN TECTH,
SIK1 BU3HAYAIOTh BMICT TrajlakTO3H B KPOBI.

CKpUHIHT MYKO8icYu003y TPYHTYEThCS HA BU3HAYEHH! BUCOKOTO BMICTY IMYHOPEAKTUBHOTO
TPUIICHHY B KPOBI.

Crnig maM’sTaTH, 1O MPOLEAYpa CKPUHIHTY He 3a0e3Medye OCTaTOYHOTO AIarHO3y, OCKUIbKU
JUI CKPUHIHTY BUKOPHCTOBYIOTHCSI BUCOKOUYYTJIUBI peakilii, AKi B JIESKUX BHUIAJKaX MOXKYThb
JaBaTH XMOHOMO3UTUBHI peakilii. HeoOXimqHO mpoBecTH APYyruil eTan — MOBTOPHE OOCTEKEHHS 1
MiATBEP/HKSHHS 1IarHO3Y.



	з навчальної дисципліни
	Додаткова:
	Додаткова: (1)
	А. 0.
	А. У новонародженого клінічні симптоми синдрому дауна.
	C. У чоловіка з олігоспермією евнухоїдна статура, гінекомастія.

	Додаткова: (2)
	Додаткова: (3)
	Полісомії Х-синдром (трисомія Х (синдром трипло-Х), тетрасомія Х, пентасомія X)

	Додаткова: (4)
	А. Ознака успадковується «за вертикаллю», у хворої дитини, як правило, хворий один з батьків.
	А. Ознака успадковується «за вертикаллю», у хворої дитини, як правило, хворий один із батьків.

	Додаткова: (5)
	1. Генетичний ризик бути хворим для сина жінки, яка є носієм гену м’язової дистрофії Дюшена становить:
	A. 0%
	2. Дівчинка хвора на гемофiлiю може народитися лише у:
	3. Низький зріст при ахондроплазiї обумовлений:
	4. Синдром Марфана успадковується:
	5. Діагностичні критерії синдрому Марфана:"
	6. Зчеплено зі статтю успадковуються:
	7. Які методи діагностики синдрому Мартiна-Белла? (кілька вірних відповідей)
	8. Характернi риси родоводів з аутосомно-домiнантним типом успадкування:
	9. Чи можна категорично стверджувати, що наявність тільки одного хворого в родинi вказує на неспадковий характер захворювання?"
	10. Чи слiд враховувати наявнiсть у хворого специфiчних симптомiв та їх сполучень для дiагностики спадкових хвороб?
	11. Яка генетична закономірність пояснює ураження богітьох органів при синдромі Марфана (підвивих кришталика, арахнодактилiю та пролапс мітрального клапану серця)?

	Додаткова: (6)
	Додаткова: (7)
	А. Близько 0 %
	А. Близько 0 % (1)
	А. Більш високу частоту маркера у хворих, ніж у здорових
	А. Білки калієвих каналів (20q13.3)
	А. SP-A- і SP-B-білки сурфактанта
	А. Сульфаніламідів
	А. Нітрофурани
	А. Холінестеразу
	А. Злоякісна гіпертермія — зчеплена зі статтю ознака

	Додаткова: (8)
	А. 0.
	А. У новонародженого клінічні симптоми синдрому дауна.
	C. У чоловіка з олігоспермією евнухоїдна статура, гінекомастія.
	А. 0. (1)

	Додаткова: (9)
	Додаткова: (10)
	Методи пренатальної діагностики

	Типи мінливості
	Неспадкова                                           Спадкова


