TEXHONOrII

[MpeHaTanbHUn cKpUHIHr | HIMNT: kaneHgap
0b6CTe)XXeHb BaritTHOI MO TKHAX

1BepecHsA 2026 p. - 7 XB YUTaHHSA

AKi 0OBCTEXEHHSA NPOXOAUTL BariTHa i Ha AKOMY TUXKHI: CKPUHIHE | TpumecTpy, HIMNT 310 TvxxHis, Y34

aHaToMIl Nnoaa, aMHioLeHTes. YM CKPUHIHE BiAPI3HAETLCA Bif, AiarHOCTUKMN.

Cnncok o6CcTexeHb, KN BUAAOTb Ha NePLLOMY Bi3uTi, 3a3BMYal BUrNsaae Nakarode. Hacnpaegj 3a HAM
CTOITb NPOCTa Norika: y NeBHI TUXXHI BariTHOCTI MOXHa No6aunTi NEBHI peyi — i He paHiLle, | He MisHilwe.

MponyLLeHe «BIKHO» YacTo BXe He HasOorHaTu.

LA cTaTTa — npo Te, WO i Konm pobuTi, AKi TECTW BiANOBIAAKOTb Ha AKi MUTAHHSA | YUM CKPUHIHM

NPUHLMMNOBO BiApiSHAETHCA Bif, AiarHOCTUKN.

CKpI/IHIHF | AlarHOCTUKa — e PI3HI peul

nyTaHWHa MiXK LMK COBaMK NOPOLKYE HanbinbLLe CTpaxy, TOMY NOYHEMO 3 Hel.

CKpPVHIHT OLiHFOE MMOBIPHICTb. BiH BiANOBIAAE Ha NUTaHHA «HACKINbKM BUCOKUIA PU3KK» | 3aCTOCOBYETLCA
00 BCiX BariTHMX. Pe3ynbTtaTt CKpUHIHIY — Lie He AjarHo3. «BUCOKUM prn3mnK» 03Hadae «noTpibHO

MepeBipUTY Aani», a He «y UTUHW € XBOpobay.

[iarHocTvKa Aae BignoBifb «Tak» abo «Hi». [115 Lboro NnoTpibeH MaTtepian nnoga — BOPCUMHWN XOpioHa
abo amMHIOTUYHa pignHa. Taki MeETOAM IHBa3MBHI, HECYTb HEBESIMKNIA PU3WK, TOMY IX 3aCTOCOBYHOTb HE

BCiM, @ 3a NoKa3aHHSMW.

HIMT, nonpw BUCOKY Yy TAMBICTb, 3aNULLAETLCA CKPUHIHIOM. Lle YacTo AmMBYe NaLieHTOK: TecT i3
YYTAMBICTHO MoHad 99% ana TpucoMmil 21 yce ogHO NOTpebye NiaTBEPOYKEHHS IHBA3MBHUM METOA0M
nepes 6yab-aKUMK piLeHHAMU. MNprynHa B TOMY, LLO Yy TAMBICTb | IPOrHOCTUYHA LiHHICTb — He ofHe

1 Te came: cepef, XIHOK i3 Mo3UTUBHUM pe3ynbTaTtoM HIMNT pearnbHa YacTKa NigTBepaKEHNX BUNaaKiB
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Tprcomii 21 cTaHoBUTb 6113bK0 90% Yy rpyni BUCOKOIro PU3MKY M MOMITHO MEHLLE B Irpyni HU3bKOro, a o

PIOLINX CTaHIB — CYTTEBO HUXYE.

KaneHpap o6¢cTe)XXeHb No TMXKHAX

[0 10 TVXKHIB: NepLunin BisUT

niaTBepOYKEHHA BariTHOCTI 1 Y3[ o5 BU3HAUYEHHSA TepMIHY, KiflbKOCTi MNoAiB Ta fokanisavil

6a30Bi aHani3u: 3aranbHUN aHani3 KPoBI, Fpyna KpoBi 1 pesyc-dakTop, roko3sa, TTI, deppuUtuH,

3aranbHUI aHani3 cevi

BIf1, renatutn B i C, cudinic

IgG [0 KpacHyxu 1 TOKCOMa3Mu, AKLLO CTaTyC HEBILOMUI
06roBOpeEHHS MpUoMy GOIEBOI KUCOTW Ta Noay

BUMIPIHOBaHHS apTepianbHOro TUCKy i IMT — 3 upx LnMdp NOUYMHAETLCS OLHKa PUSUKY

npeeknammncil.

10 TvxHiB i gani: HIOT

HeiHBa3MBHWI NpeHaTanbHUN TECT MOXHa PobuTy nounHaroum 3 10-ro TuxkHs. Lie aHanis kpoBsi MaTtepi,

y K Lmpkynoe BinbHa JHK nnoga.

LLlo nokasye HIIT:

Tpucowmii 21 (cnHapom JayHa), 18 (cmhapom Easapaca), 13 (cuHgpom lMatay) — 3 4y TAnBICTHO

noHapg, 99% ona Tpucomii 21
aHOManil cTaTeBMX XPOMOCOM

Y PO3LWMPEHNX MaHeNsX — MIKpoAeneLiiHi CUHAPOMM Ta iHLWi CTaHW. Ane came TyT BapTo
ByTM 06epeXXHUM: KAiHIYHA LLIHHICTb PO3LUMPEHMX NaHenen obMexeHa, Ans GinbLLIOCTi PIaKNX
CTaHiB BOHW AatoTb 6araTto XMOHOMO3UTUBHNX Pe3ysbTaTiB, | NPOoBIAHI NPodifbHI TOBAapUCTBa He

PEKOMEHAYHOTb IX SIK PYTUHHWUIA CKPUHIHM
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e CTaTb Nnoga — K nobivyHuin, ane gnsa 6aratbox NPUEMHUIA Pe3ynbTar.

Komy HIMNT ocobamMBo KOPUCHUI: BiK MOHaA, 35 POKIB, «BUCOKUIA» ab0 «MPOMIKHUIA» PU3MK 3a
KOMOIHOBaHWUM CKPUHIHIOM, OBTSXEHWIN aHaMHe3, TPMBOra, Ky XO4eTbCs 3HATU 6e3 iHBa3MBHOI

npoueaypw.

ObMmexXeHHs, Npo ski BapTo 3HaTW: HIMT He 6aunTb Bag, po3BUTKY (CepLs, HEPBOBOI TPYOKM, KiHLLIBOK)
— Le pobuTb nmwe Y3[; BiH MEHLL HaaiHWA Npy BaraTonnigHii BariTHOCTI Ta Npw Ay>Xe BUCOKoMY IMT;
iHOAj pesynbTaT 6yBae HEBU3HAYEHMM | TECT NOTPIGHO MOBTOPUTW. | FONOBHE — MO3UTUBHUIA pe3ynbTaTt

HIMT nigTBEpAXYHOTb IHBA3MBHOO AiarHOCTUKOK), @ HE YXBaskotoTh 32 HUM PILLEHHS.

TecT LOCTYMHUIA Y PO3AaiNi FeHEeTUYHOI AiarHOCTUKN.

11+0 - 13+6 TUXXHIB: CKPUHIHT | TpuMecTpy

HarsaxxnuBille «BiKHO» BCIEl BariTHOCTI. [1pOnyCTUTN MOro — O3Ha4ae BTPaTUTK HanbinbLue iHGopmaLii

32 O[VH BIi3UT.
CknapgaeTbCs 3 4BOX YaCTUH:

Y3[1. OUiHIOKOTE KOMYMKO-TiM&HNIA po3Mip (Mae B6yTn 45-84 MM — came TOMy BiKHO Take BY3bKe),
TOBLUMHY LUMMHOI CKAOKW, HAsBHICTb HOCOBOI KICTKW, KPOBOTIK, PaHHKO aHaTOMIkO MS104a, XOPIoH, a

TaKOXX JOBXMHY LUNAKA MaTKN N KPOBOTIK Y MaTKOBUX apTepisiX.
Bioximist kposi — PAPP-A i BinbHa 2cy6oamHunus XIJ1.

Komn'toTepHa nporpamMa rnoegHye Li AaHi 3 BIKOM MaTepi, Baroko, TepPMIHOM | aHaMHE30M, | pO3paxoBYE i
HAVBIAYaNbHUN PU3MK XPOMOCOMHUX aHOMain. [JogaTKoBO CyYaCHU CKPUHIHT | TPUMECTPY OLLHIOE
PU3MK NpeeKnamncii — i ue, MOX/IMBO, HaMNPaKTMUYHILLA NOro YacTuHA: NPy BUSIBNIEHOMY BUCOKOMY
pr3nKy nNpodinakTuka, posnoyata 4o 16 TVXKHIB, peanibHO 3HUXXYE NMOBIPHICTb BaXKKUX YCKNagHEHb Y

APYri NONOBWHI BariTHOCTI.
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Lle o6cTexkeHHs BapTO pobUTM Ha anapaTi eKCrnepTHOro Knacy n'y daxisusa 3 BignosigHMM cepTudikatom
— Big, AkocTi Y3 TyT 3anexuTb yce. Y «EkcTpamei» Lie HanpsaMok ekcriepTHoro Y3/ Ta npeHaTtanbHol

JiarHOCTUKMN.

1114 TUXKHIB: 6ioncisa BOPCUH XOpioHa (3a noKa3aHHAMM)

MNepwwi iHBasnBHWI MeToA. i KoHTponem Y3, 6epyTb KITUHM XOPIOHa 1 AOCTIOKYHOTb
XPOMOCOMHWIA Habip. MNokasaHHA — BUCOKUM PU3MK 3a CKPUHIHIOM un HIMNT, Bagm Ha Y3/, Bigoma

reHeT1U4YHa NaTosoris B POSUHI.

15-20 TUXKHIB: 6iOXiMiYHWI CKPUHIHT |l TpUMecTpy

BrkopnCTOBYETHCA BUBGIPKOBO — HanpWKiag, SKLLO XiHKa 3BepHyacs 3aHafTo NisHO ANst CKPUHIHTY |

TpuMecTpy. OujHroroTb ADIT, XITJ1, BinbHWA ecTpion, iHOAI iHriGiH A.

315-16 TWXXHA: aMHioLLeHTe3 (3a NoKa3aHHAMM)

CTtaHgapTHe BIKHO — Nprbnn3Ho 15-20 TUXKHIB, 3a OKPEMUMM NOKa3aHHAMM MPoLEeaypY BUKOHYHOTb

i MisHiLWe. 3a6ip HEBENMKOI KifTbKOCTi aMHIOTMYHOI pigvHM TOHKORO irfoto nig, KoHTponem Y3. [ae
TOYHUIN XPOMOCOMHWN i, 3a NOTPEOU, MONEKYNAPHO-TEHETUYHWIA pe3ynbTaT. PU3nK BTpaTu BariTHOCTI
3a Cy4YaCHMMM OLiHKaMK HEBUCOKMIA — 6nn3bko 0,1-0,3%, | came ToMy npoLueaypy BUKOHYHOTb NinLLe 32

06I'PYHTOBaHMMM NMOKa3aHHSAMW, Y AOCBIAYEHNX PYKaX.

Mi3Hiwwe, nicns 18-20 TUXXHIB, 32 0COBNMBUMI MOKa3aHHAMM MOXKe BUKOHYBaTUCA KOpaoLeHTe3 — 3abip

KPOBI 3 MyrMOBMHM.

18-21 TXxpeHb: Y3/ aHaTomii nnoga

Opyre knroyose Y3/, [leTanbHO OLHIOTE YCi OpraHy i CUCTEMU: CePLLE 3 YOTUPUKAMEPHMM 3Pi30M i
BMHOCHUMW CYAVHAMW, FONOBHWUIA MO30K, HAPKMW, LLMYHOK, NEPeaHIO YEPEBHY CTiHKY, XPeBET, KiHLBKM.

TakoX NepeBipAr0Tb NIOKanisaLifo NAaLEeHTN, KiNbKiCTb aMHIOTUYHOI PIOVHM | LOBXUHY LUK MaTKW.
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Barato Bag, po3BuTKY, ki B3arasni HernoMiTHi ansa HIMNT, BuaABnstoTbLCA came TYT. Lie 06CTeXeHHs He

3aMIHUTBCSA XOAHMM aHasi30oM KpPOBi.

24-28 TMXXHIB: rMIOKO30TONIePaHTHUA TeCT

TecT Ha rectauinHuin giabet. HenpreMHmnin, ane NoTPIOHUIA: reCTalUinHWI gjabeT YacTo He MaE XOOHNX
CYMITOMIB, @ MOro BUSBMIEHHA 1 KOHTPOJb HAaNPsAMY BrMBakoTh Ha Nepebir BariTHOCTI Ta Bary AUTUHN
MpWY HAPOOXKEHHI. Pe3yc-HeraTMBHUM >iHKaM Y LibOMY X NMPOMIiXKY 06roBOPHOKOTh MPOGINaKkTUKy

pe3yC-KOHPMIKTY.

30-34 TnxHi: TpeTe Y3/ 3 gonnepom

OUjiHIOrOTb PICT i Bary nNno4a, CTaH niaueHTy, KinbKiCTb PiavHM Ta KPOBOTIK Y CyOMHAX MYNOBUHN 1 MO3KY

nnoga. ofoBHe NUTaHHA LbOoro eTany — 4 goCTaTHbO ANTWHA OTPUMYE XUBJIEHHA M KNCHIO.

34-40 TUXHIB: NiaroToskKa Ao NoJsoris

KoHTposbHi aHanisu, KTT, oujiHKa NOMoXeHHs nioga, 0roBopeHHs niaHy rnosoris. YacTtoTa BisuTiB

3pOCTaE 10 OAHOrO Pasy Ha 1-2 TUXKHI.

LLLo po6uTn npn «BUCOKOMY PUSUKY»

CROoKirHO 1 NOCHiA0BHO:

1. He umtati BUpoKiB y umoppax. Pnsmk 1:100 osHavae, wo 3 100 XIHOK i3 TaKuM CaMUM pe3ynbTaToM
y 99 Uiel KOHKPETHOI XPOMOCOMHOI aHOMaril B AUTUHN He Byae. Lie BUCOKa HAaCTOPOXEHICTb, a He

jjarHos

2. TpOKOHCYNbTYBATUCA 3 FeHETUKOM. BiH OLHUTL pesynbTaT y KOHTEKCTI Baworo aHamHesy, Y3/ i

BiKy — i CKaXke, LLLO came nepeBipaTy ani
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3. O6patn HacTynHW Kpok: HIMT aK yTOYHHOBaIbHUN CKPUHIHT abo iHBa3MBHY AiarHOCTUKY K
OCTaTOYHY BignoBigb. Bubip 3anexmTb Big TOro, Wo caMe BUKINKaO Migo3py: Npv Bagax Ha Y3[4
3a3BKWYali ige MoBa NPo iHBA3MBHWIA TECT, NPU «LUUGPOBOMY» PU3MKY 6€3 3HaXiA0K — MOX/TMBUIA
HIOT

4. He nocniwaTy 3 piLUEHHAMM [0 OTPUMAHHS MIATBEPAXKEHOMO AiarHO3y. XMOHOMO3UTUBHI

pesynbTaTh CKPUHIHIY — 3BUYalHE ABULLLE, 1A LbOro CKPUHIHT | Mae apyrum eTan.

YacTi nuTaHHA

Y MOXKHa 3aMiHUTK CKPUHIHF | TpMecTpy Ha HIMT? Hi, ue He B3aemMo3aMiHHi TecTW. HIMNT ToYHILWmM
LLIOAIO TPUCOMIK, ane He OLHIOE aHaTOMIO M1o4a, AOBXUHY LUMAKK MaTKX 1 pU3MK NpeeKnaMmricil.

OntumanbHo — Y3 y 11-13 TvxHIB Y noeaHaHHi 3 HIMNT abo KOMGIHOBaHNM CKPUHIHIOM.

HIMT 6e3neuHnin? Tak. Lie 3BnyanHmi 3abip KPOBI 3 BeHW MaTepi, 415 N1o4a XXO4HOro pusnKy HEMae.

LLlo pobuTi, AKLLO 5 3BepHynacs 4o nikapa 'y 15 TUXKHIB? CKPUHIHT | TPUMECTPY BXe HEMOXK/TMBUN,
ane poctynHi HIMT, GioXiMiYHMI CKPUHIHT || TpMeCTpy 1 noBHOLHHE Y3/, aHaTomily 18-21 TuxXaeHb.

3BepTanTecs, He BigKnagaroun e gani.

Y 060B's3K0BUIN aMHioLeHTe3 npu noraHomMy HIMT? MNepep, 6yab-AKMMN piLLEHHSAMM fijiarHO3 Ma€e 6y Tn N
inTBepaXXeHUn. HIMT — CKPUHIHT, | XBHOMNO3UTMBHI pe3ynbTaT TPannsoTbCA, 0CO6IMBO ANS PIALLNX C

TaHiB.

Ckinbkn Y31 MOXHa pobuTK 3a BariTHICTL? [liarHoCcTnYHe Y3 [ He Mae [,oBeeHOro LWKIAMBOro BravMBy

Ha nnig. KinbKicTb BU3HAYaETbCA MEANYHUMM MOKA3AHHAMM, @ HE «TIMITOMY.

[e nponTn npeHaTanbHUn CKPUHIHT B IBaHO-PpaHKIBCbKy? Y KAiHiLj «EKCTpamen» JOCTYHI eKcnepTHe
Y3[, koMBiHOBaHWM CKPUHIHT, HIMT Ta iHBa3MBHa AiarHOCTUKA, a TaKoXX NPOrpamMm BeeHHs BariTHOCTI

3 yCiMa OBCTEXEHHAMM 3a TEPMIHaMW. 3anncaTucs — Yy POo34iNi KOHTaKTW.
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CTatTsa Mae iHpOpMaLiNHMIA XapaKTep i He 3aMiHKOE KOHCYNbTaLo fikaps. O6¢car | TepMiHM 06CTEXEHb

BM3HAYaE aKyLUep-riHeKosor iHaMBigyansHo.
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