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NPOrPAMMA
«AKYLUEPCKUHA CKPUHWHI» KAK NPODUNAKTUKA
BPOXOEHHOMW NATONOrMM Y NNOOA

OcHorHAag Leh MpeHaTAlTLHOMO CKPHHHHI —
BBIABJACHHE MPYNNbLl DepeMeHHBIX XeHILHH ¢ Bbl-
COKHM PHCKOM POAIEHHA AeTel ¢ XpOMOCOMHOM
natoioruei. [lpHw BHedpeHWHW CKPMHHHIOBBIX
nporpaMM HeoOXOAUMO YUMTHIBATE Cleayionme
thakTOpbl; 3a001eBAHME, BREIARIAEMOS C MOMOLLEK
CKPHHWHIA, YeTKO paclio3HaeTcsl, paHHMAA OHar-
HOCTHKA H MPpopHIAKTHYCCKHE MEPONIPHATHA Ja-
0T XOPOLUHA pe3yikTar; NpoBeleHHe CKPUHMHIA
o0XOOMTCH ASLLERIE, YeM JedeHHe oDHapykeH-
HOro 3aboneBaHMA,

OnHo#i 13 Hauboaee CoBPeMEHHBIX H MH(pOpMa-
THBHBX CKPHHHHIOBBIX MpOrpaMs CeroiHs #i-
ngeTcH «AKVIlepCKHi CKPHHHHI», B OCHOBY KO-
Toporo nojaoxeH «MHTerpupoBaHHLIH TecTs,
onucanHbiit Wald et al., 1999,

[TakeT «AxylUepCKHIT CKPHHUHD» BITHOHaeT B cebs:

1) ynerpazsykosoe uccnenosaHue (Y3H) s 11—
13 Hen DepeMeHHOCTH A8 UeleHanparicHHOro
MOUCKA MAPKEPOB XpOMOCOMHOHA MaTo/loruM (yee-
JNHYeHHe TOMUIHMHBE BOPOTHHKOBOID MPOCTPaH-
CTBA, OTCYTCTBHE HOCOBOW KOCTOUKM, M3IMEHEHHe
KpOBOTOKA B BEHOIHOM TIPOTOKE W T.IL);

2) npoliHoi DHOXMMUYECKHIT TeCT no Heoleno-
BAHMIO KPOBH MaTepH: acCOUWMpOBAHHEIE ¢ De-
PeMEHHOCTRIO TA3MEHHBIA MPOTEHH-A M XOpHO-
HHYECKHI FrOHaL0TPONMH;

3) ¥3H BHYTpeHHHX OPTaHOB M CHCTEM ILTOIA a
TAKMKE IKCTPAIMOPHOHANBHEIX CTPYKTYD B 16—18
Hel DepeMeHHOCTH,

4) TpoiiHoil GHoxHMuYeckHid TecT B 16— 18 Hen
GepeMeHHocTH: anbhadeTonpoTeuH, XOpPHOHH-
HEeCKH roHaloTpONHH, HECBA3SAHHBIA 3CTpHO,

3) noacueT pHCKa poxieHUA pedeHKa ¢ xpoMo-
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COMHOI naroforHed Ha OCHOBaHMH 0DpabOTKH
NaHHBIX DHOXMMWYECKHX M YALTPa3BYKOBBIX MC-
CleJOBAHMH © MOMOIIBK KOMIBOTEPHOH npor-
paMMel «Ankda-6s {BenukobpuTanug), koropas
COOTBETCTRVET TPeDOBAHHAM, MpelbABIfAeMbIM K
coBpeMeHHbIM MEeAHUMHCKHM KOMNBIOTEPHBLIM
nporpaMMam — DasMpyveTcs Ha omyD/IMKOBAHHBIX
HAYUHBIX JAHHBIX M YTBEPKISHHONH Hay4HOH Me-
TOLOMOIHH.

6) KOHCYNLTALIMA Bpada-reHeTHKA M0 pe3yib-
TATAM MPOBEIEHHBIX MCCIeI0BaHHIA;

7y Ilpu cyMmapHOM pHCKE, MpeBbiLIAKLLIEM
1:300, — npopefeHMe WHBAIMBHEIX MCClenoBa-
HHUH (GHONCHA XOpHOHA, MIALUEHTHI, aMHHOLIEH-
Te3, KOPAOLEHTEed),

B) UMTOreHeTHYECKOE W MOMEKYIAPHO-LUWTOre-
HeTHYeckoe («fluorescence in situ hybridization»)
HCelel0oBaHHE BOPCHH XOpHOHA, MAALSHTHI, aM-
HHOLUHTOB, JHMDOUHMTOB NYIMOBHHHOH KPOBH LIH
onpeleleHHA KAPHOTHIA MJI004;

9) nnanosoe Y3M B 21 =22 Hen DepeMeHHOCTH,

10) mnavopoe Y3H 8 30—32 Hen DepeMeHHOCTH.

B kamnmke «HMenaas ¢ noMolLbIO «AKYLLIEPCKOTO
CKpUHMHIra» obchenorado ceeite 4000 Depemen-
HBIX HeHIWH, deKTHRHOCTE CocTaBa 82 %,

Beem DepeMeHHBIM XeHILIMHAM B BO3pacTe, npe-
BbilarOLIeEM 38 neT, peKoMeHIVIOTCH MHBA3MB-
Hble HCCNEROBaHHA (HE3aBUMCHMO OT Pe3y/bTaTOB
DHOXMMHHECKHX MapPKepOoB) UTH ONpeaeIeHNA Ka-
PHOTHMA MI04a, TAK KAK PHCK poxieHWa pebeH-
Ka ¢ XpoMocOMHON naTonorueil Toibko Mo Bo3-
pacTy oUeHEb BRICOK,

H.H COMTKO
Knuunka « Meunas
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