YTpucomus

Y KaxKJoro 4yesoBeka ecTb 23 napbl XpPOMOCOM,
T.e. 46 NHAMBMAYA/IbHbIX XPOMOCOM, COAEpPKaLLUX
reHetmnyecky uHdopmaumo (OHK), nonosuHa -
OT MaTepMu, NoJI0BMHA - OT oTua. Ecam KoHKpeTHas
XpoMoOCOMa MpPUCYTCTBYET TpM pasa, a He Kak
06bI4HO ABa, TO BO3HUKAET Tpucomus. Tpucomum
BO3HMKAIOT Yalle C yBeJ/IMYeHMeM Bo3pacTa MaTepu
M MOTYT NMPMBECTU K HapyLLEHWUIO pa3BUTUSl pebeHKa
MW [aXKe K COKPALLEHUIO MPOAO/IKUTENbHOCTU
€ro XXU3HW.

2 [Non10Bble XPOMOCOMbI (FOHOCOMB|)

Monoeble xpomocombl X u Y onpepenstoT
non yenoseka. OTK/IOHEHMS X M Y XpoOMOCOM
NPoOsBASKTCA MNPU HaJMYUM HeAOoCTalLWMX,
OOMONHUTEIbHbBIX WUJIN HEMOJIHbIX KOMWI MOJI0BOM
XpoMocoMbl. K cuMHApOMaM, OCHOBaHHbIM Ha
HenpaBuJIbHOM pacnpenesieHnu NoJ10BbIX
XPOMOCOM, OTHOCATCA Cpeau MPoYMX CUHAPOM
KnaHdentepa (XXY) u cuigpom Ynnbpuxa-TépHepa
(XO), Tak»Ke n3BecTHbIN Kak MOHocoMusa X.

3 Mukpopaeneuuns

MoTeps HaCTOJIbKO Masioro dparmeHTa
XPOMOCOMBbI, YTO €r0 HEBO3MO>KHO OBHaPY>KUTb C
NMOMOLLLbIO HOPMaJIbHOIFO XPOMOCOMHOI0 aHa/in3a.
CKPUHUHIT  Ha MUKpoAesieuMn B HacToslee
BpeMs He peKoMeHayeTcs npodeccuoHasibHbIMU
coobLlecTBaMmn, a TeCTUpoBaHME Ha abeppauuu
MOMIOBbIX XPOMOCOM PEKOMEHAYETCS TOJIbKO
rnocsie noApo6HOM KOHCY/IbTaL UK.

4 CKPUHUHT NepBOro TpuMecTpa

B nepuvopn w™Mexagy 10-n wu 12-i Hepensmu
bepeMeHHOCTM (aKTOp pUCKA XPOMOCOMHOM
aHOMaJIMN Y HEPOXKAEHHOro pebeHKa MOXKeT ObITb
onpepaeneH nytem Y3U nsmepeHuns npo3payHoCcTn
3aTbIJIOYHbIX  CKJIQAOK M MOJIyYeHus  ABYX
BMOXMMUNYECKUX BEJSIMYMH U3 KPOBU MaTepM.

5 OrpaHu4eHmne

Mpu HU3KOM pucke (BospacT go 35 neT), 04HaKo,
KaK U Npu BCEX APYIrUX CKPUHUHI-TECTaxX, caeayeTt
OXnaaTtb 6oJ1ee YyacTbIX ,,ﬂO)KHO-I'IOﬂO)KMTeﬂbeIX“
pPe3y/q1ibTaToB, T.e. TECT YKa3blBa€T Ha aHOMaJi1lto,
KOTOpass He nNOoATBep KAaeTcsl npu MNpoBepKe
C roMoWbio Apyroro MeToja [AMarHOCTUKM,
HanpuMep, NYHKLUU aMHUOTUYECKOM YKUOKOCTU.

4 XpoMOCOMHas Mo3aunKa

XpOMOCOMHbIE M3MEHEHUS NMPUCYTCTBYIOT HE BO
BCEX KJIeTKax opraHusma. Mosauka B nnaueHTte
MOXKET 6bITb MPUUNHOMN , TOXKHO-OTPULLATEILHOrO"
pesyfbTaTa, T.e. CYLeCcTBYIOLWMIA XPOMOCOMHbIN
nedeKT He MOXKeT 6bITb Pacrno3HaH C NMOMOLLbIO
HWIIT.
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NHOOPMALUMA OJ1A BEPEMEHHbIX
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Kak 6yayuiass MaTb, Bbl »XenlaeTe npexje BCero
30poBoro pebeHka. CyacTbe, OXXKMaaHue, HO U
HeyBepPEHHOCTb COMPOBOXAAOT 6EPEMEHHOCTb.

Baw Bpay Cc ynoBOJIbCTBMEM MPOKOHCY/ILTUPYET
Bac no BonpocaM panbHeKllen AMarHOCTUKMW,
BbIXOASLLEA 32 PaMKM KJIACCUYECKOro MpeHaTasIbHoro

yxoaa.

B HacTosuwee BpemMs CyLECTBYHT HaleXKHble
MEeTOoAbl OOHapPYXXEHUA XPOMOCOMHbIX U3MEHEHUN
B opraHusMe naoga. [o HedaBHero BpeMeHU
3TO 6bIIM  AMArHOCTUYECKUE MPOKOJbl, TaKue
Kak amMHuoueHTe3 (AC) MaM NyHKUMSA MAaueHTbI
(xoproHuyeckas 6uoncus suaibl, CVS). HecMoTpsHa
TO, YTO YaCTOTa OCJIOXKHEHUIA NPU NPOBEAEHUMN 3TUX
WMHBa3UBHbIX NPOLLeAYP HEYKJIOHHO CHUXKAETCS, OHU
BCe ellé conpsi>KeHbl C HU3KUM PUCKOM BbIKUbILLIA.
C nomolbio HEMHBA3UBHOMO MpeHaTasIbLHOro TecTa
(HAIMT) Mo>kHO onpeaennTb pUCK Hanbosiee 4acTbiX
XPOMOCOMHbIX aedekToB nnoga (Ttpucomua) 21,
18, 13, BO3MOXXHbIX HapyLUEHW 4YUcCAa MOSOBbIX
XPOMOCOM?, a TaK)Ke HEKOTOPbIX MUKpoaeneumin.
BosmoyxHo, npu nomowm HWMT ypacTcsa
ns3bexkaTb [AMArHOCTUYECKOM MYyHKUMU B Cay4ae
NnoKasaTeJ/IbHOro CKPUHMHIa nepeoro TpuMecTpa?.

HUMNT VERACITY no3BossieT Hafaé)XHO BbIABAATH
onpejesieHHble XPOMOCOMHbIe AedeKTbl njoja no
o6pasly MaTEPUHCKOM KpOoBU. TeCT MOXKET TaKyke
NPoOBOAUTLCA NpU 6epeMeHHOCTHU ABOMHEN U NOC/1e
IOKO/UKCW. TecT MoxKeT 6bITb MCNOJIb30BaH AJ1si
onpejesieHNsl Nosa elé He PoXKAeHHOro pebeHka,
HO cor/lacHo 3aKOHY O FeHeTUYEeCKOM AMarHoCcTuKe
lepMaHuM, non MoXeT O6biTb COOBOWLEH TOJIbLKO
nocne 14-v Hepenn 6epeMeHHOCTH.

- Korpa tecT uesecoobpaseHn?

e MaTepuHckuit BospacT = 35 neT (puck TpucomMmm)
* AHOMa/IbHbIN CKPUHUHT NEepBOro TpUMecTpa
* aHoMasbHoe Y3V

B npuHumne, kaxkgas 6epemMeHHas® MeHLMHa MOXKET
cAenaTb AaHHbIN TECT.

== KaK BbISIB/IIKOTCA XPOMOCOMHbIE
HapYLLIEHWS U103 U3 KPOBU MaTepu?

B MaTepuHCKOM KpOBU UUPKYAUPYIOT dparMeHThl
BHekieToyHol [JHK (reHeTnyeckoro MaTepwuana)
[EeTCKOTro MPOUCXOXKIEHUSA, KOTOpPble, MO CYTH,
npoucxoaaTt us naaueHTsbl. [Mocse BblaeneHns sTnx
dparmeHToB [HK 3 KpoBu MaTepu coBpeMeHHble
aHa/INTUYECKUE METOAbl MO3BOJIAIOT OB6HAPYXUTb
YUC/IEHHblEe OTKJ/IOHEHMUS OT HOPMabHbIX 46
XPOMOCOM.

— Kak nposoautcsa tect VERACITY?

1. Pa3bscHeEHWE U FeHETUYECKOE KOHCY/IbTUPOBaHME

BcecTopoHHo0 nHbopMaLUmio 1 (CrneumaMsMpoBaHHY!o)
reHeTUYECKYH KOHCY/IbTalMIo NpeaoCcTaBAsSeT BpaY,
MMEIOLLNIA COOTBETCTBYIOLLYH KBasIMpUKaLUIO. ITO
OTBETCTBEHHOE MeAMLIMHCKOEe Lo OcTaétca Bawmm
OCHOBHbIM KOHTAKTOM Ha MPOTSXXEHUWN BCEro cpoka
nposeaeHns VERACITY-tecta. Ecau Baw Bpay He
MOXXET CaMOCTOSTE/IbHO MPOBECTU TFEHETUYECKYH
KOHCYNbTaLMIO, Mbl C PaA0CTbO MOMOXXEM BaM HalTH
61M>KaNLLIMN MYHKT FEHETUYECKOM KOHCYbTaUun.

2. 3a6op KpoBu

Mocne nonyyeHus Baliero nucbMeHHoOro corsiacus
Balu sieyalumii Bpay BosbmeT obpasel, Kposu (20 m).

3. AHanus

O6pasel, kKpoBu 6yaeT oTnpasaeH B MVZ Martins-
ried B cneymManbHbIX MOYTOBLIX SLLMKAX KYpbepCcKoi
cny>k60M 1 uccnefoBaH C UCMOJIb3OBAHUEM CaMbIX
COBPEMEHHbIX aHAIMTUYECKUX NPoLLeayp.

4. Pe3ynbTaTbl aHaNu3a

MpumepHo 4epe3s 5-10 paboumx aHen Baw Bpad
NONYYUT pe3ysbTaTbl 06C/Ief0BaHUA U CMOXKET
JIMYHO PasbACHUTbL MX Bam, a Tak>ke OoTBETUTb Ha
BO3HUKLLIKME BOMNPOCHI.

Mockonbky Tect VERACITY sBnsieTcs reHeTU4eCKUM
aHa/IM30M B paMKax 3aKoHa O TreHeTUYEeCKOoM
OMarHoCTUKe, OH TMpPOBOAMUTCS TOJIBKO Tocsie
MoJly4eHUs PasbACHEHUN OT KBaAUDULIMPOBAHHOTO
Bpaya, reHeTUYECKOM KOHCyAbTauum n c Bawero
NMUCbMEHHOIO cor/lacus.

Kako# pe3ysbTtaT BO3MOXXeH?

He3ameTHbIn pe3ynbTaT: O6bIYHLIA  O0POAO0BOM
yXxo[, BKJIloYas y/bTpa3ByKoBoOe o6ciegoBaHMe.

AHOMa bHbIN pe3ynbTaT: KoHcynbTaumm 1 NnpoBepKa,
npeanoYTUTe/IbHO C aMHUOLLEHTE30M.

Kakue cyliecTByloT orpaHuyeHums?

MoMWMO yKasaHHbIX BbILLE XPOMOCOMHbIX Ae(pEeKTOB,
MO3anKMN® U MyTaLMKM OTAE/IbHbIX FEHOB B HacTosLLee
BPEMSs He MOTYT 6bITb 0BHAPYYKEHbI.

M3pegka cnyydaeTcs Tak, 4YTO aHaiu3 He [aéT
noAatoLLLEerocsl OLeHKe pesysibTaTa M3-3a C/IULLIKOM
Masnioro Kosimvectsa AHK nnopa (MeHee 4%), u
TeCcT NPUXOAMUTCS MOBTOPSATb MOC/e B3ATMS HOBOIO
obpa3sua Kposu. B oueHb peakux cay4vasnx He yoaétcs
NOTy4MTb HUKAKOro pe3ysibTaTa.

Mpeumywectsa tecta VERACITY?

* PaHHss ougeHKa pucka (npoeoanTcs ¢ 10-i Hegenu
6epeMeHHOCTM) Ans Tpucomuin 21, 18 1 13, npu
HeO6X0AMMOCTU HapYLLIEHWS NMOJIOBbIX XPOMOCOM,
npuv HEO6XOAUMOCTU MUKPOAENEKLMNN

®* OTCYTCTBUE PUCKa ONepaTUBHOIo
BMeLlaTe/ibCTBa

* lMpoBeaeHUe 1 oLLeHKa TECTA UCKKOUYUTENBHO B
[epMaHum

 PesynbTaTbl aHa/IM3a U KOHCYbTaLMSA B
nabopaTopuu Nof, pyKoBoACTBOM Bpaya.
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