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BBepneHune: AkTyanbHOCTb NpobrnemMbl HelpoMmbllledHbiX 3abonesaHun (HM3) cedasaHa
C BbICOKOW YacCTOTOW pacrnpocTpaHeHWsa B MOMyNALUK, BbIPaXEHHOW KIMHUKO-reHeTUYeCcKon
reTeporeHHOCTBIO U CIOXHOCTBIO MOMEKYNApPHO-reHeTUYeckon anarHoctukn. B 2015 roay B
KasaxcTtaHe Obin BHeAPEH XPOMOCOMHBIA MUKpOMaTpUUHbIA aHanus (XMA), koTopbli ABnseTcH
30M0TbIM CTAaHAAPTOM B MOCTHaTanbHOW M B MpeHaTanbHoW AuarHoctuke. MukpomaTpula
COAEpXKUT 2,7 MIH cneundUyeckux OFIMFOHYKNeoTUAO0B U MO3BOMAET BbIABUTL 245
LMTOreHETNYECKM 3HAYMMBIX CUMHAPOMOB, 980 MoOHOreHHbix 3abonesaHui. XMA BbigBRSeT
HapyweHus y 30-45% pgeteli ¢ BIP, 20-30% feTeld paccTpolcTBaMK ayTUCTUHECKOTO CrieKTpa
(PAC) u B 80% cnyvyaes HacrnegcTBeHHbIX HM3.

MeToabl: Becero Ha 6ase LleHTpa MonekyngapHoi MeauumHbl npoBeeHo 28 nccrnefoBaHui,
BbIMNOSIHEHHbLIX METOAOM CPaBHUTENbHOW TreHOMHOW rMbpuansauum ¢ UCMonb3oBaHWeM
Mukpomatpuypl CGX™- HD (4 x 180 K), nporpammHoro obBecneveHus Genoglyphix® u
ckaHepa Mukpomatpuy ScanRI (PerkinElmer, ®unnaHauna). MNokasaHnaMu gna uccrefoBaHUs
asnanuce: MBIMP -5 (17,9%), Heaed drpeHUMpOBaHHan YMCTBEHHAA OTCTanocTb — 8 (28,5%),
PAC — 5 (17,9%), 3agepxka ncuxomoTopHoro passutua (3MMP)— 6 (21,4%), npeHaTansHas
aunarHoctuka — 2 (7,2%),Bkrnovas 1 crnyvyail ¢ OTAroLleHHOW HacneACTBEHHOCTBIO (Hanudue
B ceMbe pebeHka ¢ mMuogucTpoduen [olweHHa), NpeAnMNIaHTaLUMoHHasa guarHoctuka — 1
(3,6%) n 1 cnyuan (3,6%) c HanUuMem KIMHUYeCkMx npossneHnin HM3 .

Pesynbratbl: XMA BbISIBUIT XPOMOCOMHbIE HapylieHus u3s 28 obcnefoBaHHbIX y 21
(75%) nauveHTa. Y 4 (80%) ¢ MBIIP 6binu BbISBAEHbI - cuHApoM CMuTa-Ilemnu-OnuTua
11913.4, cuHgpom KopHenuu ge IlaHre 5p13.2 n ap., 7 (88%) ¢ yMCTBEHHOI OTCTaNoCTbO -
X-cuenneHHaa ¢ renamn FMR1, CASK n gp. , 3 (60%) ¢ PAC - gynnukauma 15911.2q13. ¥
4 (66,7%) ob6cneposaHHbIx ¢ 3[MMP oBHapyxeHbl MUKpodeneumsa 2937.3, MUKpoAynnukauus
14932.33 un gp. MNpeguMnnaHTayMoHHaa AuarHoctTuka obHapyxuna cuHapom [u mxopaxum —
22q11.21. Mpu npoBeAeHUM NpeHaTanbHON AWarHoCTUKU Bbinv BIABMEHbI cuHAPOM KyppapuHo
(Mukpoaeneuma 7936.3) B cpoke 9-10 Hegenb U MuoancTpodua AioweHHa, geneyns Xp21.2
B reHe DMD (45-55 3k30HbI) pasmvepom 63,75 Mb (10-11 Hepenb). B crnyyae o6cnegosaHus
pebeHka (2015 rp.) ¢ npedBapuTenbHbIM AWarHoO3oM cUHApPOM BepgHura-foddmaHa
N3MeHeHWe XPOMOCOMHOro Martepuana obHapyxeHo He 6bino. [uarHos Gbin noATBepPXKAeH
rocre npoBeAeHUA MOMeKyNAPHO-reHeTUYeCcKol AnarHocTuku reHa SMN.

BbiBogbl: MUKpOMaTPUYHBLIA aHanWa3 pekoMeHJoBaH MUPOBBIM COOOLLECTBOM reHeTUKOB
KaKk nepBblii HEOBXOAMMBIN TECT MPU NMOAO3PEHUM UMK HanuymMm B cembe HM3. MonyyeHHble
pesynikraTel XMA A0KasbIBalOT €ro BbICOKYH0 ANarHOCTUYECKYHO 3HAUMMOCTb ANSA YyCTaHOBNEHUA
npuymHbel HM3, oaHako WMeroTCA OorpaHu4eHus Mnpu AWarHoCTUKE CrUHaNbHO-MblLLEeYHbIX
aMuoTpohui.



