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NMHcopMupoBaHHOe coriacue naumMeHTa Ha npoBefaeHue
PaCLULUPEHHOINro CKPMHMHIra Ha HOCUTENIbCTBO PeLeCCUBHbIX
3aboneBaHnn metogom NGS

O6wan nHdpopmaumn

Bcs HacneacTBeHHas MHdoOpMaLMa B KNeTKax YenoBeka npeacrasfaeHa AByMSA KonusaMu, OgHa U3 HUX NPUXOAUT OT Matepu, BTopas —
oT oTua. NeH — yyacTtok JHK, B KOTOpOM 3akoAnpoBaHa onpeaeneHHas dyHKUUS 415 XXU3HW KITEeTKW, HanpuMep, cosaaHune
KOHKpeTHoro 6enka. Ecnu B reHe npoMcxoamT udmeHeHue nocnegosatenbHoctn AHK (MyTaums), To BbINOAHEHUE PYyHKLMN MOXET

HapyLWMWTbCS, U3-3a Yero BO3HMKHET reHeTnveckoe 3abonesaHune. NeHeTnyeckme 3aboneBaHst MOXHO pasaenuTb Ha TpY rpynnbl:

1. [AoMuHaHTHble 3a6oneBaHuA. Takoe 3abosieBaHNE pa3BMBAETCS, €C/IM MyTauus 3aTparMBaeT TOJMIbKO OAHY KOMWIO FreHa, Jaxe

Npyu HaMYUM HOPMasnbHOM BTOPOW Konuu. Hanpumep, Xopes MFeHTUHITOHA.

2. AYTOCOMHO-peLeccuBHble 3a6osieBaHuA. 3ab60/1eBaHNE BO3HUKAET TOJIbKO B TOM Cllyyae, Korga obe Konuu reHa HecyT
MyTauuu, Hapywatouwme dpyHkumMm. ECnmn y yenoBeka «CrioMaHa» TONbKO OAHA KOMUS, TO OH HE MCTbITbIBAET HUKAKUX NPOSIBIEHUI,
NMOTOMY YTO paboTbl BTOPOW HOPManbHOW KOMWU reHa A0CTaToUYHO. DTO Ha3blBAaETCS HOCUTENBCTBOM peLeccuBHoro 3a6onesaHus.
Ecnu B nape BCTpeyaloTcs iBa TakMX HOCUTENS, TO C BEPOSITHOCTbIO 25 % 06a 13 HUX NepeaanyT «C/IOMaHHY» KOMWUIO CBOEMY
pebeHKy, B pe3yfibTaTe Yero BO3HUKHET reHeTuyeckoe 3abosnieBaHve. MpuMep Takoro 3a601eBaHUs — CMHaIbHas MbllleYHas

aTtpodus.

3. X-cuenneHHble 3a6oneBaHus. Ecnn reH pacnosioxkeH Ha X-XpOMOCOMe, TO A/l AE€BOYEK, KIIETKM KOTOPbIX COAEpXaT ABe
X-XpOMOCOMbI, 3a60o/ieBaHNe HacneayeTcsl Kak peleccMBHoe. To eCTb BO3HUKAET TONIbKO MPW HamMumMm ABYX «C/IOMAHHbIX» KOMWUi
reHa. Ho Ans ManbyMKoB, B K/IeTKaX KOTOPbIX 04Ha X-XpoOMOCOMa, Afsl NPOSIB/IEHWUS1 FeHeTUYEeCKOoro 3abosieBaHust OCTaTOYHO

OAHOW «CIOM@HHOW» KOMWW reHa, NoCKOoJSIbKy OHa 6yaAeT eANHCTBEHHOWN B KNeTKe.

[lBa OCHOBHbIX TWMa Hac/eA0BaHWs, KOTOPble MOTYT NMPUBECTU K TOMY, YTO Y 3[0POBOW Mapbl NosiBseTcs pebeHOoK C reHeTUYEeCKUM

3a60/1eBAHNEM, 3TO aYTOCOMHO -PELIECCUBHbIN TUM U X-CUENIEHHbI peLecCUBHbIN TUM.

Ok010 1-2% nap MMetoT NOBbIWEHHbIA PUCK POXAEHNSA pebeHKa C ayTOCOMHO-PELIECCUBHbBIM MW X-CUEeNSIEHHbIM peLeCcCUBHbIM
reHeTnyecknm 3abonesaHmeM. B 60nbLIMHCTBE CyvyaeB NapTHEPbl HE 3HAIOT O CBOMX MEHETUYECKMX pUCKaxX Npu naaHMpoBaHUm
6epeMeHHOCTM M y3HaKT O CBOEM CTaTyCe HOoCuTens 3abosieBaHUsA TOJIbKO Mocne poxaeHus 6onbHoro pebeHka. B 6onblMHCTBE ceMen,
rae ectb 601bHOM pebeHoK, HET HUKaKOW CeEMeNHOo uctopmm 3aboneBaHnst U He 6bIJ1I0 0OCBEAOMIEHHOCTM O MOBbIWEHHbIX pUCKax
poxaeHus pebeHka c 3aboneBaHneM. TakuM 06pasoM, CKPUHUHI Ha HOCUTENBCTBO NOAXOAUT BCEM HE3ABWCUMO OT HalMuus Unm
OTCYTCTBUS CEMENHON MCTOPUN KOHKPETHOIO reHeTu4eckoro 3abonesaHus.

CKPUWHUHI Ha HOCUTENbCTBO PeLeccuBHbIX 3a60neBaHuli creayeT 0TIMYaTbh OT CKPUHMHIA HOBOPOXAEHHbIX (HEOHATasNbHbIN CKPUHUHT),
KOTOpbIV HanpaB/ieH Ha BbiB/IEHWE HOBOPOXAEHHbIX C CEPbe3HbIMU 3ab0NeBaHNSaMU AN paHHEro Havana JieyeHusl Bo nlbexaHuve

MHBaNUOAHOCTU U CMEPTHOCTMU.

PacwmnpeHHbIn ckpnHUHT MeTogoM NGS Ana MHOXeCTBa peLeccuMBHbIX 3ab0neBaHnit NO3BOSET TECTUPOBATL BCEX NOAEN HE3AaBUCMMO
OT MPOUCXOXAEHWNS MW reorpadryeckoro NPoOMCXoXAeHU («MaH3ITHUYECKUIA» MU «YHUBEPCAsIbHbIN»), YTO CHMXAET LIAHChbI

nponycTuUTb Kakoe-To 3aboneBaHune ns-3a HEMPaBW/IbHOIo onpeaeneHns 3THUYECKOMN NMPUHaAANEXHOCTUN KOHKPETHOINO 4YesioBeKa.

Mpn nccneposaHmn metoaoM NGS MCnonb3ylTCA TakK Ha3blBaeMas My/IbTUFEHHAs «MaHenb» (TO eCTb UCCNefyeTCs He BECb MeHOM,
a onpegeneHHbI Habop reHoB. B 3TMX reHax NpoBOAMTCS MOUCK MyTauMi, ANS KOTOPbIX OMWCaHbl reHeTu4eckme 3abonesaHus).

B nccneposaHue BkntoveHol 419 reHoB, BKIKOYAA aHann3 U3MEHEHUs Yucna Konuii ans HEKOTOPbIX FEHOB U aHaNuU3 TpyaHO

AetektTupyembix BapmaHtoB (SMN1 n SMN2 ans cnuHanbHOM MbiwevyHown aTtpodum unm HBA1 n HBA2 ana anbda-tanaccemmm).

[nsa npoBefeHMs UccneaoBaHusa HeobxoaMMa BEHO3Has KpoBb B 06beMe 2-4 M/, U3 KOTOPOM noToM 6yaeT BblgeneHa AHK.
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Llenb nccnepoBaHus

MNMpoBeaeHne paclwMpeHHOro CKpuHUHra metogoM NGS no3BosisSieT oCyLWweCcTBUTb NpULESbHbBIA NMONCK U3MEHEHWUI B NOC/IeA0BaTe/IbHOCTM
OHK, KoTopble MOTYyT NPUBECTU K POXAEHUIO pebeHKa C reHeTuYecknM 3abonieBaHneM. Mapbl C NOBbILEHHBIM PUCKOM MOFYT 3apaHee
noAroToBUTLCSA K 06cnenoBaHMio 6epeMeHHOCTN Ha paHHMX cpokax (MpeHaTanbHas AMarHocTuka), MMbo BOCMNOb30BaTbCS
BCNOMOraTefibHbIMU penpoAyKTUBHbIMU TexHonornaMmn (Hanpumep, KO ¢ npenMnaaHTaunoHHOMW reHEeTUYECKON ANArHOCTUKON), TakKNM

06pa3oM CHU3UTb PUCK PoXaeHMs 60SIbHOro pebeHka.

Bce nnyHble AaHHbIE,
Kacawowmecs Bac n Bawmx poACTBEHHUKOB, TaK Xe, KakK U pe3ynbTaTbl FeHETUYECKOro nccnenoBaHuns, nposoanmoie AO «depct
[eHeTUKC», CTPOro KOHPUAEHLMaNbHbI U HE MOryT 6bITb NepeaaHbl APYrnM NuLam nHadve, Kak ¢ Bawero cornacus. Bbl MOXeTe 0To3BaTb

CBOE cornacue no oAHOMY U/ BCEM HUXEMNPUBEAEHHbIM NMyHKTaM B toboe BpeMs 6e3 06bSCHEHWUSI AOMOSTHUTENbHbIX MPUYKH.

A, KNMeHT (N0 nonHocTbio)

Bblpaxkalo CBOE cornacue Ha NpoBefeHMe reHeTUYEeCKOro CCneaoBaHmns, a Takxke cornaceH(cHa) Ha To, 4To:

O O6pa3seu 6MomMaTepmasna, NosyyeHHbI B LENAX NpOBEAEHUS FrEHETUYECKOro UCCNen0BaHus, no ycMotpeHnio AO «®epcT MeHeTuKke»
M ero napTHEPCKUX OpraHusaumnii MoXeT 6biTb COXpaHeH U UCMOJb30BaH A5 KOHTpoNsa (Banuaaumm) n Apyrux uenei,
B YaCTHOCTW, ANS NPOBEAEHMUS AOMNONHUTENBHOMO FEHETUYECKOro TECTUPOBAHMS, @ TaKKe A/S HAaYUHbIX UCCNEN0BAHWNIA 1 MOXET
BOMTU B O6LLYI0O MEANKO-TEHETUYECKYIO AOKYMEHTALMIO, NPU YC/I0BMM, YTO 3TO HE NPUBEAET K PACKPbITUIO OXPaHAEMON 3aKOHOM

TaliHbl.

O TMpv He06XO0AMMOCTU pe3ynbTaTbl UCCIEA0BAHMI MOFYT 6bITb UCMOMb30BaHbI A1 MEAUKO-TEHETUYECKOr0 KOHCYIbTUPOBAHUS UK

reHeTnyeckoro obcneloBaHNsa APYrux YIeHOB MOEN ceMbU.

O [Mpv Heo6Xx0AMMOCTU pe3ynbTaTbl UCCIeA0BaHMI MOFYT 6biTb 3amnpoLIeHbl MOMM fledallM BpayoM W BblAaHbl €My Afsl NPOBeAeHus

MOero ganbHenwero HabnwoaeHus n obcnegoBaHms.

O B cnyyae Heo6X0AMMOCTU cOTPYAHMK AO «DepcT MeHETUKC» MOXET CBA3ATbCSA CO MHOM, UCMO/b3Ys MOK KOHTaKTHYHO

nHbopMaumio.

Puckn n orpaHunyeHuna:
S nponHdopmMmposaH(a), uTo:

1. CywectByeT BeposiTHOCTb pa3pyweHuns AHK (ectecTBeHHbI npoLecc), 4To MoXeT noTpeboBaTb NOBTOPHOro 3abopa
6uonormyeckoro Matepuasna aAns UCcnefoBaHus;

2. CyyeToM npouecca npoBeaeHus nccnegosaHms metogoMm NGS, ero MHOroaTanHoCTbiO U MHANBUAYaNbHbIM rpaduKoOM NpoBeaeHns
nccnenoBaHuin, Cpok npoeeaeHns nccnenoBanus B AO «®epct NeHeTUKC» MOXeT COCTaBnsATb A0 25 pabounx aHen;

3. WccneposBaHme METOAOM CEKBEHMPOBAHMS MO3BOJISIET BbISBUTb Hann4mMe/OTCyTCTBME BapMAHTOB B 3apaHee 3a4aHHbIX LieneBbiX
yuyactkax [AHK, ogHako He MoxeT 06HapyXuTb kKakne-nn6o nameHenus AHK BHe nccnegyembix permoHoB.

4. [aHHOe uccnenoBaHue He NO3BOSIieT 06HapyXuTb reHeTuyeckme 3aboneBaHns C HepeLeCcCUBHbIM TUMOM HacnenoBaHus,
TaK KaK X HOCUTENbCTBO MOBEK0 6bl 3a CO60M KNMHMYECKNEe NPOSBEHNS Yy O4HOIO U3 MapTHepoB. B cnyyae Hanuumsa
OTArOWEHHOW CEMENHON NCTOPUM HacNeACTBEHHbIX 3aboneBaHnin, peKkoMeHA0BaHa KOHCYbTauusa Bpada-reHeTnka ans npuHATUs
peweHns o Hanbosee NoAXoAsILLEM UccnenoBaHUN. [JaHHOe nccnenoBaHne He No3BosisieT 06HAPYXUTb FreHeTudeckmne
3aboneBaHms, KOTOpblE Bbi3BaHbl 3KCMaHCMENn eANHUYHbIX TPUHYKIEe0TUAO0B, HanpuMep, cMHapoM MapTtuHa-benn (cMHapoM nomMkon
X-XpOMOCOMBb!).
Ecnn ectb nopo3peHne Ha OAHO M3 Takmx 3aboneBaHuin, Bpay AO/HKEH HAa3HAYMTb COOTBETCTBYHOLLEE UCCNef0BaHNne.

5. [aHHoe nccnepoBaHue, Kak 1 ntobble gpyrve nccnenoBaHus, He aBnseTcs TouHbiMM Ha 100% wm cyuwlecTByeT BEPOSATHOCTb

JNNOXHOMONOXUTENDBHbIX U TOXXHOOTPULATESIbHbBIX PE3Y1bTATOB.
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6. HekoTopble geTeKTMpyeMble BapuaHTbl, MOryT NPMBOANTL K 3a60/1€BAHNSAM C «MSATKUMU» KITMHUYECKUMU NPOSIBEHUSAMMN,
3abonesaHusaM ¢ BapnabenbHOW KIMHUYECKOW BbIPaXXEHHOCTbIO MW HEMOJSIHON NEeHETPaHTHOCTbIO (MPOSBNSAEMOCTbIO).

B Takom cny4yae gnsa O6CY)KLI,€HVIFI NONYYE€HHbIX pE3yNbTaTOB peKOMeEHAOBaHa KOHCY/1bTalMA Bpada-reHeTunka.

OUNO nauuneHTa
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