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NMHdopMmupoBaHHOe cornacue naumMeHTa Ha npoBeaeHume
pPacLUMPEHHOro CKpMHUHIra Ha HOCUTEJIbCTBO peLleCCUBHbIX
3aboneBaHnn metogom NGS

O6wasa nHpopmauyuna

Bcsa HacneacTBeHHas nHgopMaumsa B KNeTkax Yyenoseka npeacrasneHa AByMs KonusaMu. O4Ha U3 HUX NPUXOANT OT MaTepu, BTopas —
oT oTua. NeH — yuactok [HK, B KOTOpOM 3akoamMpoBaHa onpeaeneHHas GyHKUMS ANs KU3HU KNEeTKN, HanpuMep, co3aaHue
KOHKpeTHoro 6enka. Ecnv B reHe npoMcxoanT nameHeHne nocnepgosatenbHoct AHK (MyTaums), To BbiNoNHEHME DYHKLMU MOXET

HapyLWWTbCS, U3-3a Yero BO3HUKHET reHeTnyeckoe 3abonesaHue. MeHeTuYeckne 3aboneBaHns MOXHO pasfenvTb Ha TPU FPynnbl:

1. [oMuHaHTHble 3a6oneBaHuns. Takoe 3aboeBaHMe pa3BMBAETCHA, €C/IM MyTaLUs 3aTparMBaeT TONIbKO OA4HY KOMWUIO reHa, Aaxe
npv HanMUMM HOpMasnbHOM BTOPOW Konunu. Hanpumep, Xopes FeHTUHITOHA.

2. AyTOoCcOMHO-peuLeccuBHble 3aboneBaHuns. 3abonesaHve BO3HMKAET TOIbKO B TOM C/lyyae, Korga obe KOnuMu reHa HecyT
MyTaumn, Hapywatwuwme dyHKkuumn. Ecnn y yenoseka «cnomMaHa» TOIbKO OfHa KOMWUSA, TO OH HE UCMbITbIBAET HUKAKUX NPOSIBIEHUN,
NoTOMYy 4TO paboTbl BTOPOI HOPMasibHON KOMWUKW FreHa AOCTaTOYHO. STO Ha3blBAETCH HOCUTENLCTBOM PeLLeCCMBHOro 3abonesaHus.
Ecnu B nape BCTpeyaloTcs ABa TaKMX HOCUTENS, TO C BEPOATHOCTLIO 25 % 06a 13 HMX nepeaanyT «C/IOMaHHYO» KOMUIO CBOEMY
pebeHKy, B pe3ynbTaTe Yero BO3HWKHET reHeTu4eckoe 3abonesaHune. MNpumep Takoro 3abonesaHns — cnMHanbHas MbllleyHas
aTpodus.

3. X-cuenneHHble 3a6boneBaHua. Ecnu rex pacnonoXeH Ha X-XpoMOCOMe, TO ANS AeBOYEK, K/IETKN KOTOPbIX coAepxaT ABe
X-XpOMOCOMbI, 3aboneBaHune HacneayeTcs Kak peueccnBHoe. To eCTb BO3HUKAET TONIbKO MPU HaNUUYUN ABYX «C/TIOMAHHbIX» Konum
reHa. Ho Ans Manb4nKoB, B KNeTKax KOTOpbIX 04Ha X-XpoMocoMa, A5 NPOosIBNIEHUst reHeTUYeCKoro 3aboneBaHns AOCTAaTOYHO

OZHOW «CJIOMaHHOM» KOMWW reHa, MOCKONbKY OHa 6yaeT eAMHCTBEHHOW B KNeTKe.

[1Ba OCHOBHbIX TMMNa Hacnef0BaHWs, KOTOpPble MOryT NMPMBECTU K TOMY, YTO Yy 340pPOBOW NMapbl NosiBnsieTcs pebeHoK C reHeTU4YecKmnm

3abonesaHneM, 3TO ayTOCOMHO -peLecCUBHbIA TUM N X-CUENIeHHbINA peLecCMBHbIA TUM.

OKo0n0 1-2% nap MMetoT NOBLILEHHbI PUCK POXAEHMA pebeHKa C ayTOCOMHO-peLeCcCUBHbLIM UK X-CLENIEHHbIM peLecCUBHbIM
reHeTnyeckum 3abonesaHmeM. B 60NbWINHCTBE C/ly4YaeB NapTHEPbl HE 3HAKT O CBOMX FEHETUYECKUX PUCKaxX MpW NiIaHNUPOBaHUMU
6epeMeHHOCTM N y3HAlOT O CBOEM CTaTyce HocuTens 3aboneBaHust TONbKO Nocnie poxaeHus 6onbHOro pebeHka. B 60nbWINHCTBE ceMel,
rae ectb 601bHOM pebeHoK, HeT HUKaKOoW ceMeliHOW ucTtopun 3aboneBaHuns n He 6b110 0OCBEAOMIEHHOCTU O MOBbIWEHHbIX pUCKax
poxaeHus pebeHka ¢ 3aboneBaHneM. TakMM 06pa3oM, CKPUHWUHI Ha HOCUTENLCTBO MOAXOAUT BCEM HE3ABUCMMO OT HaNU4YUs Unn

OTCYTCTBUS CEMENHOM UCTOPUMN KOHKPETHOro reHeTnyeckoro 3abonesaHus.

CKPWUHWHI Ha HOCUTENbCTBO peLleCCUBHbIX 3aboneBaHnin cneayet oTanYaTb OT CKPUHMHIA HOBOPOXAEHHbIX (HEOHATabHbIA CKPUHUHT),
KOTOPbIV HamnpasieH Ha BbiiBSIEHWE HOBOPOXAEHHbLIX C cepbe3HbIMK 3aboneBaHNAMM AN paHHEro Havana sevyeHuns Bo nsbexxaHme

WHBaNNAHOCTU N CMEPTHOCTMU.

PacluMpeHHbI CKpUHUHT MeToaoM NGS ANnsi MHOXECTBa peLecCUMBHbIX 3a60/1eBaHUt MO3BONSIET TECTMPOBATbL BCEX Jt0AEN HE3aBUCUMO
OT MPOUCXOXAEHUS UK reorpadUUeckoro NPoNCXoXaeHus («NaH3ITHUYECKUI» UM KYHUBEPCabHbIW»), YTO CHWXXAEeT LUaHChbI

nponyCcTuUTb Kakoe-To 3abonesaHune n3-3a HeNpaBWIbHOIo onpeaeneHnsa 3THUYECKON NPpUHaANEXHOCTN KOHKPETHOro 4yesnoBeka.

Mpwn nccnepoBaHmn metoaoM NGS MCNonb3yOTCA Tak HasbiBaemMasi MysibTUreHHas «naHesnb» (TO eCTb UCCNeayeTCsl He BECb FeHOM,

a onpeaeneHHbl Habop reHoB. B 3TMX reHax NpoBOAUTCHA MOUCK MyTaLMii, AN KOTOPbIX ONUCaHbl reHeTuyeckne 3abonesanuns).

B nccneposaHue BkaoyeHbl 419 reHoOB, BKOYAs aHaNM3 U3MEHEHUS Yncna KOMUW A1 HEKOTOPbIX FEHOB WU aHanus TpyaHo

netekTupyembix BapuaHtoB (SMN1 n SMN2 ans cnnHanbHOM MbiweyHon atpodun nnm HBA1 n HBA2 ansa anbda-tanaccemun).

[ns npoBeAeHUs1 uccneaoBaHns Heo6xoaMMa BEHO3Hasi KpoBb B 06beMe 2-4 M/, U3 KOTOpoi noTom 6yaeT BblaeneHa AHK.
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Llenb nccneposaHusa

MpoBeaeHne pacwMpeHHoro ckpuHmMHra metogoM NGS no3BonseT oCyLeCcTBUTb NPULENbHbBIA MOUCK U3MEHEHMI B NOCNeA0BaTENbHOCTH
[OHK, KoTopble MOryT NpMBECTM K POXAEHMUIO pebeHka C reHeTu4YeckuM 3aboneBaHneM. MNapbl C NOBbILWEHHBIM PUCKOM MOFYT 3apaHee
MOAroTOBUTLCA K 06crnenoBaHnio 6epeMeHHOCTU Ha paHHMX cpokax (MpeHaTanbHas AMarHocTuka), 1Mbo BoCcnosib30BaTbCA
BCNOMOraTe/ibHbIMM PENPOAYKTUBHBLIMU TexHoNormsamm (Hanpumep, KO ¢ npeMMniaHTaUMOHHON reHeTUYeCKON ANarHOCTUKOM), TaknM
06pa3oM CHM3UTb pUCK poXaeHUs 6onbHOro pebeHka.

Bce nuuHble faHHbIE,

Kacawwmecs Bac 1 Bawmx poACTBEHHUKOB, TaK Xe, Kak U pe3ynbTaTbl FEHETUYECKOrO UCCNeaoBaHus, npoesoauMble AO «depcT
[eHeTUKC», CTPOro KoH@UAEHLMaNbHbl U He MOTYT 6bITb NepesaHbl ApYrUM MLUaM nHade, Kak ¢ Bawero cornacus. Bel MoxeTe 0T03BaTb

CBOE cornacve rno oAHOMY W/IM BCEM HUXENPUBEAEHHLIM NMYHKTaM B tlo6oe BpeMsi 6e3 06bSICHEHWUS 4OMOMHUTENbHbIX MPUUKH.

A, KNNMeHT (PNO nonHocTbo)

Bblpa)kalo CBOE cornacue Ha npoBeAeHne reHeTMYeCcKoro NCCnefoBaHns, a TakxXe cornaceH(cHa) Ha To, 4To:

O O6paseu 6uomateprana, Nosly4yeHHblli B LeNsiX NpoBeAeHNst FeHETUYECKOro UccneaoBaHums, no ycMotperuto AO «depcT MNeHeTUke»
M ero NnapTHepPCKMX opraHnsaumi MoxeT 6bITb COXpaHEH U MUCNOMb30BaH ANs KOHTPOa (Bannaaumm) n Apyrux uenen,
B YaCTHOCTU, ANS NPOBeAEHNS AOMO/THUTENIbHOrO FEHETUYECKOro TECTUPOBaHMS, a TakXe ANS HayYHbIX UCCNefoBaHU U MOXET
BOMTU B 06LLYI0 MEANKO-TeHETUYECKYO OKYMEHTaLUUI0, MpU YCIIOBUN, YTO 3TO HE NpuBEAET K PacKpbITUIO OXPaHSEMOI 3aKOHOM

TaWHbI.

O MNpu HeobxoAMMOCTM pe3ynbTaTbl UCCNefoBaHU MOryT 6bITb MCNONb30BaHbI AN MeANKO-FeHeTUYECKOr0 KOHCY/IbTUPOBaHUSA NN

reHeTuyeckoro obcnenosaHms Apyrnx 4yaeHos MOEel CeEMbMU.

O MNpu Heob6xoAMMOCTM pe3ynbTaTbl UCCNeA0BaHUI MOryT 6bITb 3aMpoLLeHbl MOMM flevallMM BpayoM U BblAaHbl eMy ANS NpoBeAeHUs

Moero aasjbHelwero HabnoaeHus u obcneaoBaHus.

OB cny4dae HeobxoanMocTm COTPYAHUK AO <<(DepCT [eHeTUKC» MOXEeT CBSA3aTbCs CO MHOVI, MCNoJib3ys MOKO KOHTAKTHYHO

MHbOopMaumio.

Puckun n orpaHumyeHus.:
S nponHdopMmnposaH(a), 4To:

1. CyuwecTByeT BeposATHOCTb pa3pyweHus JHK (ecTtecTBeHHbIW npouecc), 4To MoxeT noTpeboBaTb NOBTOPHOro 3abopa
6uonormvyeckoro matepuana Ans UCCNefoBaHuS;

2. CyyeToM npouecca nposeaeHus nccnegosaHus metogom NGS, ero MHOro3TanHOCTbIO M MHAMBUAYANbHLIM rpaMKOM NpoBeaeHUs
nccnefoBaHun, Cpok npoBeaeHuns nccrienoBanus B AO «®epcT MeHeTUKC» MOXeT COCTaBnsAThb A0 25 pabounx gHen;

3. WccnepoBaHne MeTOAOM CEKBEHUPOBAHWUSA MO3BOJISIET BbIABUTb HanM4mMe/OTCYyTCTBUE BapuaHTOB B 3apaHee 3aZaHHbIX LeneBbiX
yuyactkax [AHK, ogHako He MoXeT 06HapyXuTb kakune-nmbo nameHeHns HK BHe nccnenyemblX perMoHoB.

4. [aHHOe nccnepoBaHune He No3BoNseT 06HapyXuUTb reHeTu4yeckne 3abonesBaHns C HepeueCcCUBHbIM TUMOM HacneaoBaHus,
Tak Kak MX HOCUTENbCTBO NMOBeko 6bl 3a cO60MN KNMHUYECKNE MPOSIBNEHUS Y OAHOIO U3 NapTHepoB. B cnyyae Hanuuusa
OTArOLWEHHOW CEMENHOM UCTOPUM HAC/IeACTBEHHbIX 3ab0oneBaHnii, pekoMeHA0BaHa KOHCYNbTaunsl Bpada-reHeTmka aAnst NpuHATUS
pelweHns o Hambonee nNoaxoasiem uccneaoBaHnn. JaHHoe uccnefoBaHMe He No3BonseT 06HapPYXUTb reHeTMyeckne
3aboneBaHus, KOTOpble Bbi3BaHbl 3KCNAHCMEN eANHUYHbBIX TPUHYKIEOoTUAOB, HanpuMep, cuHApoM MapTuHa-benn (cMHaApoM
JIOMKOM X-XpOMOCOMBbI).
Ecnu ectb nogo3peHne Ha oaHO U3 Takux 3aboneBaHunii, Bpay AO/HKEH HAa3Ha4YMTb COOTBETCTBYHOLEE UccneaoBaHue.

5. [daHHoe uccnepoBaHue, Kak u nobbie agpyrve uccnenoBaHus, He aBnseTcsd TodHbiMM Ha 100% wu cylwecTByeT BEPOSTHOCTb
JIOXXHOMONIOXUTENBbHBIX M JIOXXHOOTpULATENbHbIX pe3ynbTaToB.
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6. HekoTopble AeTeKTUpyeMble BapuaHTbl, MOTYT NPUBOAUTbL K 3a601€BaHUAM C «MSAFKUMU» KIIMHUYECKMMU MPOSIBNEHUSAMMU,
3aboneBaHusAM Cc BapmabenbHOM KIIMHUYECKOW BbIPAXXEHHOCTbIO MM HEMOTHOW NEeHETPaHTHOCTbIO (MPOSIB/ISIEMOCTbIO).

B TakoM cnyyae Ans 06CyxAeHUst MoNyYeHHbIX pe3ybTaToB PeKOMeHA0BaHa KOHCYbTaUMs Bpaya-reHeTuKa.

®UNO naumeHTa
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