CkpuHuHz HOBOPOHOEHHBIX
onst svisseneHust CMA

CKPUHUHI HOBOPOXAEHHbIX ANA BbiABNEHA CMA

Ha cerogHawHuin neHb anarHo3 CMA yctaHaBnvMBaeTcA nocne
NOABNEHWA CUMNTOMOB, YTO MPUBOAMUT K HEOBpaTUMOW NoTepe
ABUraTefbHbIX HEMPOHOB.

[lo noABNEHNA CUMNTOMOB [iMarHO3 MOXET ObITb YCTAHOBEH TONBKO Y NALMEHTOB, MMEIOLLNX OTATOLLEHHbIN CEMEHbIN
aHaMHes.

CKpMHUHI HoBopoXAeHHbIX (CH) nosBonAeT BbIABNATL reHeTUYECKoe 3a6onesaHue ele A0 NPOABNEHUA
CMMNTOMOBZ2, YTO KPUTUYHO ANIA TAKOrO XM3HEYrpoXalowwero 3a6onesaHna kak CMA. Mogo6Hele
CKPUHUHrOBble NPOorpaMMbl aKTUBHO BeAYTCA B pa3HbIX CTpaHax:

& Banape 2016 roga wrat Helo-opK MHALMMPOBAN MMAOTHOE UCCRENOBaHHE B YeTbipex 60MbHULIAX Hiio-Mopka no
CH Ha CMA3. CornacHo uionbckoMy otuety 2020 roga, yxe 31 wrar sHenpun CH Ha CMA 4

¢ (2018 ropa CMA BxoauT B 06a3aTenbHyio nporpamMmy CH B 10XHOM pervoHe benbrum. Mpu nocTaHoBKe AnarHosa
cpasy HaumMHaeTcA 1 neverme

¢ (C 20178 ropa B lepMmaHuu, pernorax basapua n CesepHan PeitH-Bectdanus, nposogutca CH Ha CMA, no
peaynbTataM 3TOoro NUIOTHOrO NpoekTa NpopabarbisaeTcA BHeapeHwue perynapHoro CH Ha CMA B lepmaHmm.

¢ Cwiora 2019 roga npoBoaATCA NUNOTHbIE NPOEKTHI B ABYX NPOBUHLMAX UTanuu, B BapcenoHe, Vcnanwa, a Takxe
npopabaTsiBanca ctapt nporpammel B Bapwase, Monblwa.b
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CMA-TeCT1pOBaH1e HOBOPOXAEHHbIX NO3BONAET ONPELENUTL HANNYME FEHETUYECKOW "NONOMKN" yXe B NEPBYIO Hefento
XW3HW pebeHka, 1,0 NOABNEHWA NEPBbIX CMNTOMOB 3abonesaHuA. [poleaypa NPOBOAUTCA Kak OBbIYHbIN
HEOHATONOrNYECKN CKPUHUHI — NPV NOMOLLM aHan3a KPOBU U3 NATKM HOBOPOXAEHHOTO. [ocTaHoBKa AnarHosa
OCHOBaHa Ha MoNekynApHO-reHeTn4eckoM TectupoBaHuu. Tect MLPA nopTsepxaaet npuynHy CMA B 95% cnyyaes. [Ina
ocTaBlMXCA 5 % HyXHO TECT cekBeHnpoBaHne reHa SMN 7 (oH HyXeH, eCnv NepBbIi TECT He NOATBEPANN ANarHO3, ay
nauueHTa ecTb KMHuyeckue npoasneHna CMA).

[lnarHocTu4eckui TeCT OCHOBaH Ha TOM, 4TO y BonbLlMHCTBA Noaent co CMA oTcyTCTBYIOT 06€ KOnuW CeabMOro ak3oHa
(ywactka OHK) reHa SMN. OtcyTcTaue AByx nonHbix konuin SMN 7 noateepxaaeT avarHo3d CMA. Ecnv npucyTcTeyioT ABe
nonHble konu SMN7, anarto3 CMA kpaiiHe ManoBepoaTeH, HO reH SMN 7 cnefyeT CeKBEHMPOBaTb, eCNv eCTb TUMNYHBIN
deHoTUN unu cemeitHan ucTopma.’

Mpy NONOXMTENBHOM pesynbTaTe CKPUHWHIA NPOBOAMTCA NOATBEPXAAIOLLEE TECTUPOBAHWE, NPU KOTOPOM ONpeaenaioT
derHoTn CMA, Tak kak HabniofaeTcA obpaTHan 3aBUCKUMOCTb Mexay TinoM CMA v konnyecTBoM konui reHa SMNZ. Ot
deHotvna CMA 3aBUCUT fanbHelWwan TakTyka BeAEHWA NaUneHTa: paHHee Havano neyeHna 3abonesaHna, 6o
OXMAaHNE NeYeHNA U MOHUTOPWHT CUMNTOMOB.
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B HacToALLee BpeMAa poanTenam ¢ NOATBEPXAEHHON unu nopospesaemon CMA B ceMeiiHOM aHaMHe3e
npeanaraeTcA BHYTPUYTPOGHbI CKPUHUHI MnaaeHueB.’

[eneumnn 7-ro n 8-ro 3k3oHoB reHa SMN 7 ceAzaHsl ¢ passutueM 3abonesanna CMA. OHW MOryT BbITb MAEHTUdULIMPOBaHA

y SMBPMOHA UK NNOMA C UCMIONb30BAHMEM METOOB NpeHaTansHol anarhoctukn %11, kotopas BeinonHAeTCA C

MOMOLLbIO:

¢ o6paslia KpOBM, B3ATOrO y MaTepy ANA BEIABNEHUA LMPKYNMpytoLei cBoboaHom ambproHansHon [IHK(aHanms
NPOBOAMTCA MPUMEPHO Ha 8 Heaene 6epeMeHHOCTH),

¢ 6roncKUmM BOpcuH xoproHa (BBX): oT6op Npobbl BOPCUHKM XOpKOHa (MnaueHTapHOM TkaHm) NPOBOAMTCA Yepes
NPOBUPKY, BCTABNEHHYIO Yepes Welky MaTku (aHanms nposoauTcA npuMepHo Ha 10-12 Hepene 6epeMeHHoCTy)

¢ aMHUOLEHTe3a: 13BNeYEHNEe HEBOMbLLIOTO KONMYECTBA aMHUOTUYECKOM XMAKOCTY (COAEPXMT KNeTku nnoga) ¢
MOMOLLbIO Wbl (aHaM3 MPOBOAUTCA NPUMEPHO Ha 14 Hefene 6epeMeHHOCTY) ANA POLUTENEN, Y KOTOPLIX BbiN
pebeHok, co CMA

B HacToALLee BpeMA NpoBoaMTCA paspaboTka LONONHUTENbHbIX BuoMapkepoB CMA 1 HafieXHbIX CIOCOBOB OLEHKM
MCXOL0B 3a60MEBaHMA, KOTOPaA NO3BOMNT 6ONEE TOUHO OLLEHMBATL COCTOAHUE NALMEHTOB B KIMHUYECKMX
1CCNefoBaHuAX v CyauTb 06 adGEKTUBHOCTM N3y4aeMOoro TepaneBTNYeCckoro BO3AerCTBIA.

CokpalyeHusa:

CMA - cnuHanbHaa MblleyHan atpodus

SMN - (6en10K) BbIX1BAEMOCTN MOTOHENPOHOB

MLPA - pa3HoBraHOCTb MynsTunnekcHow MUP, B pesynbrare koTopow aMnnduumpyoTCA HECKOMbKO Pa3ANYHbIX MULWEHEN TONBKO C OAHON NpaMepHON napel
[IHK - ne3okcrprboHyknenHosaa kucnota
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