Curyauiiini 3agaui

VY KIHKH, fIKa MMPOKMUBAE B 30H1 MOCUJICHOTO Pai0€KOJIOTIHYHOTO
KOHTPOJIIO, BHACIIZOK MTOPYIIEHHS PO3XO/IKEHHS XPOMOCOM Yy MEH031
yTBOpHUJIACS SULICKITITHHA 3 22 aBTOCOMaMH, 6e3 X-XpoMOCOMH, i
HOJISIpHE TLIBIE 3 24 XpoMOocoMaMu. SIKHii CHHAPOM MOXIJIUBHNA y
3apojiKa MpH 3aIUTIHEHH] TaKoi AMIEKIITUHN HOPMAJIbHUM

criepMaro30iioM (22+X)?

Criepriono/1IOHOKIIITUHHA aHEMisl — I1€ 3aXBOPIOBAHHS, 10 PO3BUBAETHCS
BHACJIIOK MyTallli reHa reMOoTrJIo0iHY, sIka 3MIHIOE€ B MOJICKYJI1
HOPMAJILHOTO O11Ka aMIHOKUCIIOTY TJIyTaMiH Ha BajiH. Y pe3yJbTari
TaKol MyTallli CHHTE3YEThCS aHOMAJIbHUM TeMOTI001H. J[0 SKOTO TUITY

3aXBOPIOBAHb MOKHaA Bi,Z[HeCTI/I ,ZIaHI/Iﬁ BI/IHaIIOK?

VY nikapsi-peHTreHosora, SKuii 4acTo 3aCTOCOBYBAB MEPEHOCHHI
PEHTIreHIBChbKUI anapat 6e3 BUKOPUCTAHHS PU LIbOMY 3aC001B 3aXUCTY
B1Jl PEHTT€HIBCHKOI'O BUMPOMIHIOBAHHS, HAPOJIUBCS CHH 3 TeMO(DUITIEIO.
[Ilo mormo cratu MpuunHO reMod1ii? Yn BIUIMHYIO PEHTTeHIBChKE

OMpOMiHEHHs 0aTbka Ha XBOpPOOy cuHa?

3 po3M0BiJii 0aTHKIB CTAJIO BIJOMO, 10 iXHS JUTHHA B PAHHHOMY
JUTUHCTBI Majia ocoOnuBui "HBkarounit" TeMOp rosocy. [Ipu ormsii
CIIOCTEPITAETHCS BICTATICTH ICKXOMOTOPHOTO 1 PO3YMOBOTO PO3BUTKY.
AHani3 kapiorpamu Moka3aB HECTauyy CETMEHTa 5-1 XpOMOCOMH.
JliarHOCcTOBaHO CUHAPOM "KOoTsiunii Kpuk'. Jlo sKoi rpynu 3aXBOpIOBaHb

MOXKHA BITHECTH JaHUN CHHIPOM?

VY 310pOBOTO MOAPYOKS HAPOAWIIACH TUTHHA 3 PO3IIUIMHOIO TyOH Ta

MiHEeOIHHS, aHOMATISIMHA BEJIMKHX MaJIbIIIB KUCTI Ta Mikpouedaiero. Ska



AMOBIPHICTh HAPOJKEHHS APYTOi IUTUHU 3 TAKUM KE CHHIIPOMOM, SIKIIO

THUII HOTO YCNaJIKyBaHHSI aBTOCOMHO-PELIECUBHUMN?

VY MeauKo-TeHeTUUHY KOHCYJBTAIllI0 3BEPHYJINCH 0aThbKU XBOPOTO CHHA 3
MPUBOY BIIXWICHb Y CTATEBOMY PO3BUTKY. Y KIIITHHAX CIM30BOI
00O0JIOHKH POTOBOI MMOPOYKHUHU B HHOT'O BUSIBJIICHO 2 TPYIOYKH CTATEBOTO

XpoMaTtuHy. {715 K01 crakoBoi MaToJIoTil 11e XapaKTepHO?

VY 310p0oBOTro MOAPYHOKSI HAPOAUIIACS TUTHHA, XBOpa Ha (QEHITTKETOHYPIIO
(aBTOCOMHO-pEIIECUBHUH THUI YCIIaKyBaHHs). SIka HMOBIPHICTh

HAPOJKEHHS APYroi TUTUHU 3 TAKOIO K XBOPOOOIO?

Cunnpom /layHa — HallO1IbII MOIIMPEHA XPOMOCOMHA MAaTOJIOT 14,
3YMOBJICHA TPUCOMIEIO 3a 23-10 XpOMOCOMOI0. XapaKTEepHUMHU O3HAKaMU
cuHapomy JlayHa €: BKOpOUYEHHS KiHI[IBOK, MaJICHbKUI Yepert, aHoMail
Oy10BU 001M4Usl, BY3bKi OUHI IIUJIMHY, €MIKAHT, PO3YMOBA BIJICTaICTh,
4acTo MOPYIICHHS! OY/I0BU BHYTPIIIHIX OpPTraHiB, 3HIKeHUN iMmyHITeT. 110

HEOOX1THO JOCTIAUTH JJIsI MATBEPHKEHHS JI1IarHo3y cuHapomy Jlayna?



