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NHdopMupoBaHHOE cornacme nauveHtTa Ha nposeaeHve
ANAarHOCTUKM 3aboneBaHnUa METOAOM MYJIbTUIMJIEKCHOM
aMmnandpukaumm nmrmposaHHbix 3oHaoB (MLPA)

O6wan nHpopmaumna

MynbTunnekcHas aMmnandukaunsa nurnposaHHbix 3oHao0B (Multiplex Ligation-dependent Probe Amplification - MLPA) - meToa,
OCHOBaHHbIV Ha rMbpmnan3saumm oNMroHyKIeoTUAHbIX 30HAO0B C LeneBbiMM yyacTkamum JHK. Ecnu nocnenoBaTebHOCTb,
KOMMAeMeHTapHasa 30HA4Y, NpucyTcTBYeT B o6pa3ue, To o6a 0nuroHykneotTnaa ruépuamsyroTcs Apyr 3a ApYroM W CLUMBAKOTCS SIMrasoi.
Mocne NUrnpoBaHns NPOAYKTbl peakumm aMnanduLmnpyoT C MOMOLLbIO NpaliMepoB, KOMMAEMEHTApPHbIX 30HAAM. 3aTeM MNoJlyUYeHHble
NpPOAYKTbl aMiNdUKaLMN aHaNU3UPYIOT C UCNOSb30BaHMEM KanuansipHoro anekTpodopesa. B oAHOM TakoM nccrenoBaHUM BO3MOXKHO
NPOBECTUN CKPUHUHI BapMaHTOB HYKIE€OTUAHOM NOCNen0BaTEIbHOCTU B HECKOJIbKMX OCHOBHbIX MeHax, y4acTBYHOLWMX B NaToreHese

3aboneBaHus.

Bce nuuHble faHHbIE,

Kacatolwmecs Bac v Balwmx poacTBEHHMKOB, TaK Xe, Kak U pe3ynbTaTbl FEHETUUECKOr0 NUCCNeA0BaHNS, NpoBoanMble AQ «DepcT
FeHeTnKC», CTporo KoHdUAEHUNaNbHbl U HE MOTyT 6bITb NepefaHbl APYrMM NMLaM MHade, Kak ¢ Bawero cornacusi. Bbl MoXxeTe 0To3BaTb

CBOE cornacve rno oAHOMY WM BCEM HUXENPUBEAEHHLIM MYHKTaM B Nto6oe BpeMsi 6e3 06bSICHEHWUS AOMOMHUTENbHbIX MPUUKH.

A, KnneHt (ono
MONTHOCTbIO)

Bblpaxkalo CBOE cornacme Ha rnposefeHne reHeTUYecKoro uccrienoBaHms,

O MHe

0O MoeMy pebeHKy (®PUNO nonHocTbio)

Takxe cornaceH(cHa) Ha To, 4TO:

O O6pasey 6uomaTepurana, NosyYeHHblii B LeNnsx NpoBeAeHnUsl FeHETUYECKOro UCCIeAoBaHus, No ycMoTpeHuto AO «®depct
FeHeTUKC» 1 ero NapTHEPCKMX OpraHM3aumnin MOXeT 6blTb COXPaHEH U MCMONb30BaH AN KOHTPoNsa (Banvaaunn) U Apyrux ueneu,
B YaCTHOCTW, ANs1 NPOBEeAEHUS AOMONHUTENbHOMO FreHETUYECKOro TECTUPOBAHUS, a TakXe AN HAYUYHbIX UCCNef0BaHNn U MOXeT
BOMTU B O6LUYI0 MEANKO-TEHETUYECKYHD JOKYMEHTaUUI0, MpU YCNOBUM, YTO 3TO HE NPUBEAET K PAcKpbITUIO OXPaHSAEMON 3aKOHOM

TalHbl.

O Mpwm HeobxoanmMocTn pe3ynbTaThl nccnenoBaHum MOryT 6bITb NCMOIb30BaHbI A1 MEANKO-TEHETUYECKOro KOHCY/NbTUPOBaHUA nnn

reHeTnyeckoro obcnenoBaHNa ApYrux YJIEHOB MOEN CEMbM.

O MNpu HeEO6XOAMMOCTM pe3ynbTaTbl UCCNeA0BaHWUA MOTYT 6bITb 3aMpoLLeHbl MOMM fledallnuM BPa4voM U BbiAaHbl eMy A5 NpOBeAeHUs

MOero ganbHenwero HabnwaeHus n obcnenoBaHus.

O B cnydyae Heob6xoanMoCTU cOTPYAHUK AO «DepcT FeHeTUKC» MOXET CBA3aTbCs CO MHOM, UCMOMb3Ysi MO KOHTaKTHYH

nHdopMaumio.
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O B cnydyae nonyyeHusi pesynbTata, CBUAETENbCTBYHOLWENO B NMOMb3Yy BbICOKOrO pUcka pasButus 3abonesBaHus nubo ero

NPUCYTCTBUA, A cornaceH(CHa) NosfyynTb NOJIHYO MHMOPMAaLMIO O TaKOM pesyfbTaTe.

O Mo pesynbtataM AHK-aMarHOCTMKM MOXET 6bITb Heo6X0ANMMa KOHCYNbTauMsa Bpava-reHeTuka.

Puckun n OorpaHumy4YeHusa:
S nponHdopmMmposaH (a), yTo:

1. CywecTtByeT BeposiTHOCTb pa3pywenus AHK (ecTecTBeHHbIW npoLecc), 4To MoxeT notpeboBaTb NOBTOPHOro 3abopa
6ronorvyeckoro Matepmana Ans UccnenoBaHus.

2. bBonblwurHCTBO cnyyaes 3aboneBaHnii CNMHaNbHONM MbllLeYHOW aTpoduen n MbileyHon anctpoduren OroweHHa/bekkepa cBa3aHbl C
BapuauMaMmn yncna konuin reHa. OgHako, Manas AoNs NaunMeHToB MMeeT TOUYKOBble MyTauuu, NpMBOAsLIME K NoTepe PyHKLUUN reHa
M He geTeKkTupyemble MeTonoM MLPA.

3. W3mMeHeHus B ueneson nocnegosatenbHocTn AHK (Hanpumep, 0AHOHYKNEOTUAHbIE MONMMOP@U3MbI, TOYKOBbIE MyTaLun) MOTYT
NPUBECTU K JIOXKHOMOMIOXUTENbHBIM pe3yfibTaTaM.

4. He Bce 0TkNOHEHUSs, 06HapyXeHHble MLPA, aBnstoTCA naToreHHbIMM. Pe3ynbTaThl aHanusa npegHasHaveHbl 415 UCNOoIb30BaHWS B
CcoYeTaHUM C APYrMMU KIIMHUYECKUMU U ANAarHOCTUYECKUMWN HaX04KaMu B COOTBETCTBMWN C NpOdecCcMoHanbHbiMK CTaHAapTaMum
NpaKkTUKKN, BKOYAS OLEHKY POAOC/IOBHOM U KIMHUYECKYI0 KapTUHY.

5. Okono 3-8% Hocutenen CMA nMeloT aBe Konuu reHa SMN1 Ha o4HOM XpOMOCOME U HOMb KONUW Ha apyron (2 + 0). MLPA He
MOXET OT/IMUYUTL cXeMbl «1 + 1» oT «2 + 0». B 06omx cnyyasix o6Hapy>XMBaeTcs Hanuumne ABYX KOMWIA reHa, NpUBOAALLMX K

NOXHOOTpULATENNIbHbIM pe3ynbTaTaM, OAHAKO OaHHbIN MeToA siBnseTcs Hanbonee TOYHbIM.

OUO knneHTa
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