YTpucomus

Y Kaxkaoro 4yesioBeKa ecTb 23 napbl XpOMOCOM,
T.e. 46 UHANBMAYAJIbHBIX XPOMOCOM, COAEPXKALLMUX
reHeTuyeckyto mHdopmaumio (AHK), nonosuHa -
OT MaTepu, NoJIoBMHa - OT oTua. Ecainm KoHKpeTHas
XpoMOcOoMa MPUCYTCTBYeT TpM pasa, a He Kak
06bI4HO [iBa, TO BO3HMKaeT TpucoMus. TpucomMum
BO3HMKAIOT Yallle C yBeJIMYEHMEM BO3pacTa MaTepu
M MOTYT NMPUBECTU K HapyLUEHUIO pa3BUTUSA pebeHKa
WIN [a)Ke K COKPALLEHMIO MPOAO/IKUTENBHOCTU
€ro >XU3HM.

2 [Nos10Bble XPOMOCOMbI (FOHOCOMB)

Monoeble xpomocombl X wu Y onpeaensatoT
non 4denoseka. OTKNAOHeHMs X M Y XpoMocom
NposIBASAKTCA MPU HaNNUYMKU HEeAOoCTaloLUX,
OOMOJIHATENbHBIX MW HEMOJIHbIX KOMUIA MOJIOBOM
XpomMocombl. K cuHApOMaM, OCHOBaHHbIM Ha
HernpasBuJIbHOM pacnpeaeneHun MoJ10BbIX
XPOMOCOM, OTHOCATCA cpeau MpPoYUX CUHAPOM
Knaitndpentepa (XXY) n cuHapom Ynnbpuxa-TépHepa
(XO), Tak>Ke n3BeCcTHbIN Kak MOHOocoMusA X.

3 Mukpopaeneuus

MoTeps HaCTO/IbKO Manioro dparmeHTa
XPOMOCOMbI, YTO €r0 HEBO3MOX>KHO OBHAPY>KUTb C
NMOMOLLLbHO HOPMaJIbHOFO XPOMOCOMHOI0 aHaJin3a.
CKPUHMHI Ha MUKpPOJAEJIELMM B HacTosllee
BpeEMS He peKoMeHayeTcsl npodeccnoHaNbHbIMU
coobllecTBamMm, a TeCTMpoBaHME Ha abeppauuun
MOJIOBbIX XPOMOCOM PEKOMEHAYETCS TOJIbKO
nocsie Noapo6HOM KOHCY/IbTaLUN.

49 CKPUHUHTI NepBOro TpuMecTpa

B nepuwopn wmexpgy 10-1 u  12-i Hepenamu
6epeMeHHOCTU (aKToOp pPUCKA XPOMOCOMHOM
aHOMaJIMN Y HEPOXKAEHHOTO pebeHKa MOXKeT ObITb
onpeaeneH nytemM Y3U nsmepeHus npospavyHoCcTH
3aTbIJIOYHbIX  CKJAZOK M MOJIyYeHus  ABYX
BUMOXMMUYECKMX BESIMYUNH U3 KPOBM MaTePMU.

5 OrpaHu4eHue

Mpu HU3KOM pucke (BospacT go 35 neT), oAHaKo,
KaK U Mpu BCEX APYTMX CKPUHUHI-TECTaX, c/ieayeT
oXKnaaTb 60/1€€ YacTbIX ,/IOXKHO-MOIOXKUTESIbHbIX"
pe3ynbLTaToB, T.e. TECT YKa3bliBA€T Ha aHOMaJIuio,
KOTOpass He TMOATBEPXKAAETCA Mpu MpoBepKe
C TMOMOLLLI [PYyroro MeToAa [AMarHOCTUKM,
Hanpumep, NYHKLUMM aMHUOTUHECKOM XKUOKOCTU.

6’XpOMOCOMHaFI MO3aUnKa

XpOMOCOMHbIE M3MEHEHUS MPUCYTCTBYKOT HE BO
BCEX KJIeTKax opraHuama. Mosauka B nuaLeHTe
MOXET 6bITb MPUUYNHOMN , JIOXKHO-OTPULLATEIbHOT 0"
pes3ynbTaTa, T.e. CYLLECTBYHLWUA XPOMOCOMHbIN
nedeKT He MOXKET ObITb pacno3HaH C MOMOLLbIO
HUMT.

== Kontakt

ZENTRUM FUR HUMANGENETIK UND
LABORATORIUMSDIAGNOSTIK (MVZ)
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HEMHBA3UBHbIN
MPEHATAJIbHbINA TECT
(HAMT)

NHOOPMALUMA ONA BEPEMEHHbIX

www.veracity-nipt.de



Kak 6yayuias MaTb, Bbl XeJjlaeTe MpexAe BCero
3gopoBoro peb6eHka. CyacTbe, oXXuaaHue, HoO U
HeyBEepPEeHHOCTb CONMPOBOXKAaloT 6epeMeHHOCTb.

Baw Bpay c ynoBONLCTBUEM MPOKOHCYALTUPYET
Bac no BonpocamM panbHenWwen [AUarHOCTUKM,
BbIXOASALLEA 33 pPaMKM KJIaCCMHECKOro MpeHaTasIbHoro

yxopaa.

B HacTosiwee Bpems CyLWECTBYIOT HaleXKHble
MeToAbl OB6HAPY>KEHUS XPOMOCOMHbIX U3MEHEHUM
B oOpraHusMe nmsoga. [o HedaBHeEro BpeMEHMU
3TO 6blIM  AMArHOCTUYECKUE MPOKOJbl, TaKue
Kak amHuoueHTe3s (AC) uMAM NyHKUMS NALEHTbI
(xopuoHuueckaa 6uoncusa suabl, CVS). HecmMoTpsaHa
TO, YTO YAaCTOTa OCJIOXKHEHMI NPU NPOBEAEHUU ITUX
MHBa3MBHbIX NPOLLEAYP HEYKJIOHHO CHUXKAETCS, OHM
BCE eLLé conpsi>KeHbl C HU3KUM PUCKOM BbIKMAbILLIA.
C nomoLbo HEMHBA3UBHOMO MpeHaTa/IbHOro TecTa
(HAMT) Mo>kKHO onpeaennTb pUCK Hanbosiee 4YacTbiX
XPOMOCOMHbIX aedeKToB naoga (tpucomua) 21,
18, 13, BO3MOXKHbIX HapyLUEHUN 4YUC/la MOJIOBbIX
XPOMOCOM?, a TaK)Xe HEeKOTOopbIX MUKpoaeneumnind.
BosmoxxHo, npu nomowm HWIMT ypacTtcs
n3bexkaTb [OMarHOCTUYECKOW MYHKUMWU B CJlyyae
NnoKasaTeJ/IbHOro CKPUHMHIa NepBoro TpuMecTpa?.

HUMT VERACITY nosBonsieT Hagé>KHO BbISBNATb
onpepesieHHble XpPOMOCOMHbIe aedeKTbl nsoga no
o6pa3sly MaTepUHCKOM KpoBU. TeCT MOXKET TaKXKe
NMpPoBOAUTLCA NMPU BepeMEHHOCTU ABOMHEN 1 Noce
OKO/UNKCW. TecT MoKeT ObITb MCMNOJIb30BaH A5
onpepesieHNs nosa eweé HepoyKAeHHoro pebeHka,
HO COr/1acHO 3aKOHY O FreHeTUYECKOM AMAarHOCTUKE
fepMaHuM, non MoXKeT 6biTb COOBWEH TOJIbKO
nocse 14-i Hepenn 6epeMeHHOCTMU.

— KOrpa TecT uenecoobpaseH?

e MaTtepuHckuit Bo3pacT = 35 neT (pUck TpucoMmum)
* AHOMa/bHbIA CKPUHWHT NEPBOro TpUMecTpa
* aHoMasbHoe Y3U

B npuHumne, Kaxkpas® 6epeMeHHas YKEeHLUMHA MOXKET
cAaenaTb AaHHbIN TeCT.

== KaK BbISIB/IALOTCA XPOMOCOMHbIE

HapYLLIEHWA N10a U3 KPOBU MaTepu?

B MaTepuHCKOM KpOBU UUPKYIUPYHOT ¢parMeHTbl
BHekneTouyHon JOHK (reHeTuyeckoro MaTtepuana)
0EeTCKOro MPOUCXOXKAEHUS, KOTOpble, MO CYTH,
NnpoucxoaaT U3 naaueHTbl. [Mocne BblaeneHns 3TUX
dparmeHTos HK 13 KpoBM MaTepu COBpPeEMEHHblE
aHa/IMTUYECKME METOAbl MO3BOJIIIOT OBHAPYXXUTb
YMUC/IEHHblE OTKJIOHEHUS OT HOpPMasbHbiXx 46
XPOMOCOM.

Kak npoBogutcsa tect VERACITY?

1. PasbscHeHue U reHeTH4eckoe KOHCYJIbTUpOBaHUE

BcecTopoHHoH MHOpMaLUIo U (Creumanm3mMpoBaHHYHo)
reHeTUYECKYH KOHCY/IbTaLUIo NpefoCcTaB/IsieT BpaY,
MMEIOLLNIA COOTBETCTBYHIOLLLYIO KBaJIMPUKaLUIO. DTO
OTBETCTBEHHOE MEAMUMHCKOE JIMUO OCTaéTca Bawmm
OCHOBHbIM KOHTAKTOM Ha MPOTSXXEHUU BCEro CpoKa
npoesegeHns VERACITY-tecta. Ecam Baw Bpay He
MOXXET CaMOCTOSITE/IbHO MPOBECTU FEHETUYECKYHO
KOHCYIbTALMIO, Mbl C PaA,0CThH MOMOXXEM BaM HalTH
OAM>KANLLNIA MYHKT reHeTUYECKOM KOHCY/IbTaLLUM.

2. 3a6op KpoBu

Mocne nony4yeHms Bawlero NMCbMEHHOrO corsacus
Bawu neyaumii Bpay BosbmeT ob6paszel, Kposu (20 mn).

3. AHanus

O6pasel, KpoBu byneT otnpasseH B MVZ Martins-
ried B cneymMasibHbIX MOYTOBbLIX SALMKAX KYPbepPCKOM
cny>60M 1 nccnenoBaH C UCNOJSIb3OBAaHUEM CaMbIX
COBPEMEHHbIX aHAIMTUYECKUX MpoLenyp.

4. Pe3ynbTaTbl aHa/U3a

MpumepHo 4yepe3 5-10 paboumx aHen Baw Bpay
Nnoaly4YnT pe3ysbTaTbl 0OC/NEe[0BaHUS W CMOXKET
JIMMHO Pa3bsCHUTb UX BaM, a Tak)ke OTBETUTb Ha
BO3HMKLLWE BOMPOChHI.

www.veracity-nipt.de

Mockonbky Tect VERACITY sBNsieTC reHeTU4ECKUM
aHa/IM30M B paMKax 3aKoHa O TreHeTUYecKom
OMarHoCTUKe, OH TMpOBOAMTCS TOJIbKO Mocse
NoJly4YeHu sl pasbsCHEHMI OT KBaJIMOULMPOBAHHOIO
Bpaya, reHeTMYeCcKol KOHcysbTauuu u ¢ Bawero
NMUCbMEHHOIO Corslacusl.

Kakow pe3ysbTraT BO3MOXXeH?

HesameTHbIn pe3synbtaT: OObIYHBIN  AOPOAOBOM
yX0[, BKJIH0OUas yNbTPa3ByKOBOe 06CiejoBaHME.

AHOMabHbIN pe3ynbTtaT: KoHcynsTaummn 1 npoBepka,
npeanoYTUTEeNIbHO C aMHUOLLEHTE30M.

Kakue cywecTByloT orpaHu4yeHuna?

MoMMMO yKa3aHHbIX BbILLIE XPOMOCOMHbIX AedEKTOB,
MO3auKmn® n MyTaumm OTAE/IbHbIX TEHOB B HACTOsLLIEE
BPEeMSs He MOTyT 6bITb 06HapY>KeHbI.

Mspeaka cinyyaeTcs TaK, 4YTO aHaiM3 He [JaéT
NnoA,aoLLLEroCcs OLIEHKE pe3y/ibTaTa M3-3a C/IMLLKOM
Manoro konuyectsa OHK nnopa (mMeHee 3%), u
TECT MPUXOoANTCA MOBTOPATb MOCJ/1€ B34ATUA HOBOIo
obpasua KpoBu. B oveHb pegKkmnx ciy4dasx He ygaértcs
MoJTy4UTb HUKAKOIrO pe3y/braTa.

MpeumywectBa Ttecta VERACITY?

* PaHHAs oLeHKa pucka (nposoauTcsa ¢ 10-i Hepenn
6epeMeHHOCTH) Ana Tpucomuii 21, 18 u 13, npum
Heo6X0AMMOCTU HapPYLLIEHUS MOJI0BbIX XPOMOCOM,
Nnpu He06X0AMMOCTU MUKPOAENEKL MU

* OTCcyTCTBME PUCKA ONEPaTUBHOIO
BMeLlaTeIbCTBa

* [poBeAeHNE N OLEHKa TECTA UCKJIHOUYUTEILHO B
lepmaHum

* Pe3ynbTaThbl aHaIM3a M KOHCYbTALLMA B
nabopaTopuu Nnoj, pyKoBoACTBOM Bpaya
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