(F) GENETICS nc

MHdopMupoBaHHOeE corjlacue naluueHTa Ha npoBefeHune
ANArHOCTUKM CNUHAJNIbHON MbIlLEYHOM aTpocdhumn MeToaoM
MYJIbTUMJIEKCHOW aMMInPUKaALMUN IMTrTMPOBAHHbIX 30HAOB
(MLPA)

O6was nHpopmauusa
MonekynsipHas CnuHanbHasa MbiweyHas atpodusa (CMA) — HacneacTBeHHoe 3aboneBaHue, nopaxatolee KieTku CMMHHOMO Mo3ra,

KOTOpble MHHEPBUPYHOT MbllWLbl (06becneuynBatoT UX CBS3b C LEHTPasibHON HEPBHOW CUCTEMON).

MpuunHon CMA aBnatoTca nospexaeHus (Mytaummn) reHa SMN1. B 6onbwmHcTBe cnyyaeB (95%) Takoe NoBpexaeHue 3akovaeTcs
B OTCYTCTBUM (Aeneumn) yyactka reHa SMN1, a MMeHHO 7 3k30Ha 3Toro reHa. OTcyTcTBMe PYyHKUMOHaNbHbIX Konun SMN1 aBnsetcs

npuymHon passutua CMA B 95 % cnyyasx.

Kak npaBuio, ntoan nMmeloT ase konuu reHa SMN1 1 oT ogHoM Ao ABYX konwuii reHa SMN2 B kaxaown knetke. TeM He MeHee, KONMYeCcTBO
Konun reHa SMN2 BapbupyeTcsi, NpUYEM Y HEKOTOPbLIX JTI0AEN BCTPEYaETCs A0 BOCbMU Konui. KonmyecTBo konuii reHa SMN2

Npu OTCYTCTBUU (PYHKUMOHANbHbIX KONUii SMN1 naMeHseT TAXeCTb COCTOSIHUS M MOMOraeT onpeaenuTb TMMN pasBuBatoLLencs atpodun.
Yem 6onblie konuit SMN2, TeM nyylle naumeHT CMOXeT BoCnosHUTL notepto SMN1. Ans Bcex Tunos CMA xapakTepHO OTCYyTCTBME
yactm reHa SMN1, a uncno konuii SMN2 ansa kaxaoe Tvna pasnuyHo. B nogasnsitoweM 60NnbLIMHCTBE CrlyvyaeB 3aboneBaHne BO3HMKAET
B pe3y/nbTaTe Toro, 4to 0ba poauTens ABNSAOTCA 340POBbIMM HOCUTENSAMKM MyTauui B reHe SMN1, To ecTb HacneayeTcs OT poauTenemn

AETAM.

Llenb nccnepgoBaHunA

O6Hapy>XeHne U3MeHeHMUMN Yymncna Konum ak3oHoB 7 U 8 B reHax SMN1 n SMN2 noaTBep>XAEHUS KIIMHWUYECKOro AMarHo3a CnnHa bHOM
MbiweyHon atpodum (CMA), a Takxe ANS BbIIBNEHMS CTaTyca HOCUTeNbCTBa 3aboneBaHnsa Npu naaHnposaHnun 6epeMeHHOCTH
(Heob6xoaMMO uccnenoBatb 060MX NApTHEPOB). DTOT aHaNIM3 MOXET ObITb UCMONb30BaH ANl onpeaenenHus yncna konnii SMN2

y NauMeHToB C npecuMnToMHo CMA B KayecTBe NMOMOLLM B NMPOrHO3MPOBAHUKN U onpeaenieHnn NpUeMIeMocTn eyeHus.

Bce nuyHble AaHHbIE,

Kacatowmecs Bac v Bawmx poacTBEHHMKOB, TaK Xe, Kak U pe3ynbTaTbl FEHETUYECKOro UccneaoBaHus, nposoanmble AO «depct
[eHeTUKC», CTPOro KOHbUAEHUMANbHbI U HE MOTYT 6bITb NepeaaHbl APYr1M MLaM MHadve, Kak ¢ Bawero cornacusi. Bbl MOXeTe 0T03BaTb

CBOE corslacue rno o4HOMY WM BCEM HUXKEMpPUBEAEHHbLIM NYHKTaM B Nito6oe BpeMs 63 06bSCHEHUS AOMONHUTENbHbLIX MPUYMH.

A, KNWeHT (PNO nonHocTsio)

Bblpaxato CBOE cornacue Ha NpoBefeHue reHETUYECKOro NCCeaoBaHuns,

O MHe

O moeMy pebeHKy (dMO nonHocTbio)

TakXe cornaceH(cHa) Ha To, YTo:

O O6paszey 6MomMaTepunana, NoNy4YeHHbIN B LEsAX NpOBEeAEHUNS FEHETMYECKOr0 nccneaoBaHus, no ycMorpeHuto AO «®epct MNeHeTuke»
M ero napTHepCKMX OpraHusaumin MoxeT BbiTb COXpaHeH M UCMONb30BaH AN KOHTpoNns (Banuaauumm) U opyrux uenenm,
B YACTHOCTW, ANS NPOBEAEHUS AOMOMHUTENbHONO FrEHETUYECKOr0 TECTUPOBAHUS, a@ TakXe AN Hay4HbIX UCCNeAoBaHUM N MOXET
BOWTW B O6LLYI0 MEAUKO-FEHETUYECKYO AOKYMEHTaUMO, NPU YCNOBUM, YTO 3TO HE NPMBEAET K PacKpbITUIO OXPaHsSEeMO 3aKOHOM

TalHbI.
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O I'IpM HeobxoanmocTum pPE3yNnbTaTbl nccnenoBaHui MOoryT 6bITb MCNONb30BaHbI A1 MEAUKO-TEHETUYECKOro KOHCYNbTUPOBAaHNA Unun

reHeTu4yeckoro obcnenoBaHus OPYyrnx 4neHos MOel CceMbM.

O I'IpM HeobxoanMocTm pe3yNnbTaThbl nccnenoBaHui MOoryT 6bITb 3anpoweHbl MOMM nevyawmnm Bpa4oM M BblAaHbl €MY AN4 NpoBeAEHUA

MOero ganbHenwero HabnoaeHus n obcnenoBaHus.

O B cnydyae Heo6XxoaMMOCTH COTPpYAHUK AO «®DepcT MeHEeTUKC» MOXET CBA3aTbCs CO MHOW, UCMOJIb3ysl MOK KOHTaKTHYHO

nHdopmMaumio.

OB cnydae nonyyeHuna pesynbTtaTta, CBUAETENBCTBYHOWENO B NOJ1b3Yy BbICOKOIoO pUCKa pa3BUTUA 3abonesaHus nmnbo ero NPpUCYTCTBUA,

A cornaceH(CHa) nony4ynTb NOSIHYHO IAHCbOpMaLlI/I}O O TaKOM pe3ynbTaTe.

O Mo pesynbTatam JHK-AnarHoCTUKU MOXeT 6biTb HEO6X0AMMa KOHCYbTaumMs Bpaya-reHeTuka.

Pucku n orpaHmyeHus:
A nponHdopMupoBaH (a), yTo:

1. CyuwecTtByeT BEpOSAITHOCTb pa3pywenus [HK (ecTecTBeHHbI npouecc), YTo MoxeT noTpeboBaTb NOBTOPHOro 3abopa 6uonornyeckoro

MaTepuana ana nccneaoBaHua.

2. Okono 3-8% Hocutenen CMA nmetoT ase konun SMN1 Ha oaHoin xpomocome n 0 konuii Ha apyron (2 + 0). MLPA He MOXeT OTINYnTb
cxeMmbl «1 + 1» oT «2 + 0». B 06oux cnydasix obHapyxuBaeTcst Hannuune Asyx konuit SMN1, npuBoAALMX K JIOXXHOOTPULATENbHbLIM

pe3yfbTaTaM, 04HaKOo AaHHbIW MeTos sBNsieTCcs Hanbonee TOYHbIM.
3. BonbwmHcTBO cnyyaes CMA (> 95%) BbiI3BaHO rOMO3UIOTHbLIMU AENeUnaMM 3K30Ha 7 U / nnm ak3oHa 8 B reHe SMN1, ogHako:

. EcTb Apyrue reHbl, HapylweHus B KOTOpbIX MOryT npuBectu k CMA (Hanpumep, DYNC1H1). 3To Heob6xoAMMO yunTbiBaTb
npv anddepeHunanbHOM AMarHoCTMKe Npu oTpuuaTenbHOM pe3ysibTaTe TecTupoBaHus Ha CMA meTogom MLPA.
. Okono 1,7 % noael B nonynsauMm MMerT TOYKOBbIE MyTauMu, Nnpusoasiwime Kk notepe dyHKUMM reHa SMN1

N He feTeKTupyemble MetofoM MLPA.

ONO knneHTa

ONO coTpyaHWKa, NpU KOTOPOM NOAMUCHIBAETCA AaHHOE MH(HOPMMPOBaAHHOE cornacue

[aTta
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