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OnucaHue

MauuneHT TecT TecT TecTtoBHa obcneposaHa B OO0 «HE3SABUCUMAA JIABOPATOPUA
MHBUTPO» no npodunto Ne7307 (KomnnekcHoe obcneposaHne npu becnnoaun y
XKeHWMH (MHakTnBauma X-xpomocombl, CAGnosTopbl B reHe AR u onpegeneHue
npegsKkcnaHcmm B reHe FMR1).

MNepBUYHAA HEAOCTATOYHOCTb AMYHMKOB (FXPOI)

* leH FMR1 (CGG-noBTOpbl) 6€10K cuHApOMa NomKoi X-xpomocombl FMR1

MyTtaumm B reHe FMRI1 accoumMmpoBaHbl C CUHAPOMOM JIOMKOM X- XPOMOCOMbI,
CMHOPOMOM TpPemMopa M aTakCMM M NepBUYHOM He[O0CTAaTOYHOCTbIO SAWYHWUKOB.
MNaTtonornyeckoe ysenmyeHue KonmyectBa CGG-noBTOPOB B 5-HeETpaHCAMPyemMOWM
obnacti reHa FMR1 (Xg27.3) BeaeT K UHTIMBUpPOBaHMIO CMHTE3a 0g4HOMMEHHOro 6enka
FMR1. MonHaa myTaumna BO3HMKAET Npu BO3PacTaHMKU Yyncna nostopos H6onee 200 m
ABNAETCA NPUYMHOM pa3BUTMA cuHApoMa MapTuHa-benn.

OAHUM 13 3TUONOIMYECKMX GAKTOPOB NPEXKAEBPEMEHHOMO UCTOLLEHMA ANYHUKOB NO
INTEePaTypPHbIM AAHHbIM cyMTaeTca MyTaumsa reHa FMRI, nosTomy uccnegoBaHue
yncna CGG-nosTOopoB reHa FMRI1, pacwwmpAeT BO3MOXHOCTM AMArHOCTUYECKOro
MOMCKA MNPUYUH NEepPBUYHON HepocTaTodHOCTU AMYHMKOB (FXPOI)  (cHuKeHue
OBapuasbHOro pe3epBa M HacTynaeHMe meHonaysbl 4o 40 ner).

B Hopme konuyectso CGG-nosTopoB reHa FMRI1 Bapbupyetr B npegenax 5-44.
YBenunyeHne ymucna nostopoB A0 45-54 cumtaetcAa cepoi 30HOW. Mpu Konunyectse
nosTopoB OT 55 o 200 roBOpAT O npemyTayuMn — Knaccmyeckaa ¢opma CMHAPOMA
MapTtnHa-benn He pa3BuBaeTcA, OAHAKO CyweCcTBYeT O4YeHb BbICOKMMA PUCK
yBe/IMYEHUA YMCNa NOBTOPOB B NOCAEAYIOLLEM MOKONEHUU U POXAEHUA 60MbHOro
pebeHKa y HocuTena npemyTtaumun. TakKe, y NALMEHTOB C NpemMyTauMen ecTb PUCK
pa3BuTUA cneumduuecknx 3abonesaHuin: cMHAPOMa Tpemop/aTakcumM U NepBUYHOM
ANYHMKOBOM HEAOCTAaTOYHOCTU. PacnpoCTpaHEHHOCTb NPEMYTALMN OYEHb BbICOKA: MO
Pa3/IMYHbIM OLLEHKAM YaCTOTa BCTPEYAEMOCTU Cpean NINL, }KEHCKOro nosia coctasaser
or 1: 130 po 1:250. KnMHMYecKyl0 KapTUHY COCTABAAKOT: HEPEryaspHbIi
MEHCTPYaNbHbIA UWKA, paHHAS MeHonay3a, becnnoaue, NOBbIWEHHbIA YPOBEHb
GONANKYNOCTUMYANPYIOLLErO FOPMOHA, OCTEONOPO3.

B xope npoBegeHHoro aHanusa B obnactu nostopa CGG B 5-HeTpaHcAMpyemom
obnactn reHa FMR1 BbisiBNEeHbl annenn, cootBeTcTaytowme 28 n 38 Konuam JaHHOro
NOBTOPA, YTO COOTBETCTBYET BAPMAHTY HOPMbI.

CUHAPOM MONNKUCTO3HbIX AMYHMKOB (CMKA) sBnaeTca Hanbonee pacnpocTpaHEHHbIM
SHOOKPUHHbIM 3aboneBaHMem y XeHWMH. CIMKA xapaKTtepusyeTca OBY/IATOPHOM
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ANCOYHKUMEN, TUNepaHAPOreHnem W HapyleHUemM CTPYKTypbl siMdHMKoB. C
coBpeMeHHbIXx no3uumin CIMKA OTHOCAT K reHeTMYecKn [eTepMUHUPOBAHHbLIM
HapyweHUam GyHKUUN PENPOAYKTUBHOMN CUCTEMbI Y KEHLLMH.

* BbisBneHne peHoMmeHa Hec/ly4aiiHOW MHAKTMBaLMK X XPOMOCOM

B comaTnyecKux KneTkax 340pO0BbIX KEHLMH O4HA X-XpOMOCOMa MHAKTUBUPYETCA B
Hayasne aMOPUOHANBbHOIO Pa3BUTUA, YPAaBHMBAA TaKMM 0OPA30OM 3KCNPECCUIO TeHOB
3TOM XPOMOCOMbI Yy ABYX MosoB. lMpouecc MHaKTMBaUUKM X-XPOMOCOMblI B HOpPMe
OONKEH HOCUTb C/AYYaMHbIA  XapaKTep, OAHakKo B CuUAy 3MOPMOHANbHBLIX,
3NUreHeTn4YecKnx U GakTopoOB BHELLUHEN Cpeabl, a TaKXe myTaumm B npomoTtope Xist
paBHOBECME MOXKET CMecTUTbCA. HecnydaimHas MHaKTUMBaLUMA X-XPOMOCOMbI BeZeT K
HefoCTaTOYHOMY GYHKLMOHMPOBAHUIO FEHOB, OTBEYaoWMX 33 GONINKYIOreHes, YTo
MmoxKeT npuBect K deHotuny CIMNKA - cuHapomy oBapuanbHon AUCHYHKLUM B
coyeTaHWuM c rmnepaHgporeHnen n Y3M-npnsHakamm NoAMKUCTO3HbIX ANYHUKOB.

B pasHbIX TKaHAX opraHM3ma (MblLEYHOW, HEPBHOM, INUTENNANBHON). MHAKTMBALMA
(naoHmszaumna) X-xpomocombl pasHan, M, COOTBETCTBEHHO B TKAaHM AMYHUKOB
pes3ynbTaT MOXET OT/IMYaTbCi OT TaKOBOro, MOJIYYEHHOrO MO  KJIeTKam
nepmpepmnyeckomn KpoBu.

CoOoTHOLLEeHMEe MHaKTMBauUuM ABYyX X Xpomocom: 76%/ 24% — ymepeHHbld cAaBur
MHAKTMBaALMKN X-XxpomocomMbl. OBHapyKeHMe caBura MHAKTMBALMKU X-XPOMOCOMbI
b6onee 65% cBMAETENbCTBYET O HAPyLEHUM MPOLLECCOB METUIMPOBAHMA MONOBbIX
XPOMOCOM Y XEHLUMH, YTO MOXKET NPMBOAMTb K Pa3NIMyHbIM HapyweHunam. OgHakKo,
NONYYEHHbIN pPe3y/bTaT HE MOXEeT AO0CTOBEPHO NOATBEPAMTb WUAM UCKAKYUTb, YTO
MMEHHO 3TO ABNAETCA NPUYMHOM PENPOAYKTUBHbBIX Npobaem y obcneayemon.

* AR — (CAG noBTOpbl) - aHAPOreHOBbIM peLenTop.

lfeH AR, noKkanunsoBaHHbIM B 0bnactn Xqll-12, koanpyeT aHAPOreHOBbIA peuenTop.
Hanbonee pacnpoCTpaHEHHbIMM  annenAamMuM NOBTOpPAa Yy  NpeacTaBUTeNem
eBponeonaHon pacbl ABaAOTCA BapuaHTbl 16-26(CAG). Annenn CAG-nosTopa, A/IMHA
KOTOpbIX npeBbllwaeT Hanmbosee 4acTo BCTpevatoWwMecs BapuaHTbl HOpMbl (>26),
KOOMPYHOT aH4POreHOBbIN pPeuenTop CO CHUMKEHHOM GYHKUMOHANBbHOM aKTUBHOCTbLIO.
Mpucytcteue B reHotmne ot 40 go 62 CAG-noBTOpPOB ABASETCA NPUYMHOMN Pa3BUTHUA
CNMHaNbHO-bynbbapHaa mbiweyHan atpodpua nnm 6onesHn KeHHean (CBMA).

B xoae npoBeaeHHOro aHanmsa B ob6nactn nostopa CAG B 3K30He 1 reHa AR BblsiB/IEHbDI
annenn, cooTBeTcTeyowmne 22 n 24 Konuam AaHHOro NOBTOPA, YTO COOTBETCTBYET
BapWaHTy HOPMbI.
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MHTepﬂpeTMpOBaTb nposeaeHHoe nccnenoBaHme cneagyet B COBOKynHOCT € AaHHbIMHA
rOPMOHA/IbHOTIO CTaTyCa, UHCTPYMEHTA/IbHbIX MCCﬂeAOBaHMVI N KAIMHUYECKOTO CTaTyCa
nauneHTKN Npn y4actmm nevallero spaya.

[Ans nonyyeHus AONOAHUTENbHON MHPOPMAUUM MO pes3ynbTaTaM MPOBEAEHHOro
MccneaoBaHUA, a TaKXKe YTOYHEHMA BOMpoca penpoayKTUBHOINO 340pPOBbs U
onpeaeneHns MOKasaHUMW ANA  AanbHEWWero reHeTMyeckoro obcnenoBaHus,
PEKOMEHAYETCS OYHas KOHCY/IbTaluA Bpaya-reHeTuKa.

7 nona 2025r. Bpay-reHeTuK /3ummnHa H.B. &7& ——
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