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UHOOPMUPOBAHHOE COIAACUE HA OKASAHUE YCAYT
Mo NPEMMNAAHTAUMOHHOMY TEHETUYECKOMY TECTUPOBAHUIO
9SMBPUOHOB (MIT)

HacTosiliee pn06pOBOABHOE COrAacMe COCTAaBAEHO B COOTBETCTBUM PepepanbHbiM 3akoHOM PO 06 ocHoBax
OoXpaHbl 3A0P0Bbs rpaxaaH B PO ot 21 Hosb6psa 2011 r. Ne323-03.

MauuneHt:

(®H0, nacropTHble AaHHbIE, aapec pervcTpaumm)
MaptHep:

COIrACUE HA YYACTUE

Mbl MOAYYMAM KoMKMKO 3TOro Coraacuss M BHUMATEAbHO O3HAKOMMAMCbH C €ro copepXaHuem. Mol
NPMHUMAEM BO BHWMaHWE, U HaMm Oblaa AaHA BO3MOXHOCTb CAMOCTOATEABHO M3YUWTb, 3aAaTb BOMPOCHI O
npoueAypax, puckax, MoTeHUMaAbHbIX UCXOAAX, aAbTEPHATUBAX U AOMOAHUTEABHbIX YCAOBUAX OTHOCUTEABHO [T,
3KO 1 AtobbIX cBSI3aHHbIX NpoLeAypax U cnocobax AeueHusl. Mbl MOAYUMAU YAOBAETBOPUTEAbHbIE OTBETLI Ha BCE
HallK Bonpochl. HuxecAeaytoLWMM Mbl MOATBEPXAAEM, UTO HaM ObiAa AaHA BO3MOXHOCTb 0OCYAWTb AtODbIE
BOMPOCHI 3aKOHA W 3TUKU B OTHOLLEHUU UcnoAb3oBaHMA MIT, KO M At0BbIX APYTMX CBSI3AHHbLIX MPOLEAYP W
cnocoboB AeUeHUsi, a Takxke AaHHoe Coraacve c¢ AObIMU KOHCYAbTAHTaMM, apBOKaTaMM, LOPUCTAMMU,
ncuxotepaneBTaMu U APYTMMK MPopecCroHaraMU, KOTOPbIX Mbl BbIOpaAK, U Mbl MOAYYUAU YAOBAETBOPSIOLLIME
Hac OTBETbI N0 BCEM HOPUANYUYECKUM U ITUYECKMM BOMNPOCaM.

MoanWcbIBan AOKYMEHT, Mbl AaeM camocTonTeAbHoe coraacue Ha MIT, 3KO u Aobble Apyrne cBA3aHHble
npoueAypbl U METOAbI AEYEHUS, U Mbl MPUHUMAEM U COMAALLIAEMCA Ha COMYTCTBYIOLUME PUCKK. Mbl MOHMMaEM,
UTO HET YBEPEHHOCTH B TOM, UTO HACTYNUT BEPEMEHHOCTb MAU POXAEHWE XMBOIO pebeHka, AU UTO POAUBLLNICS
pebeHoK He ByAeT MMETb FreHEeTUYECKMX HapyLleHW. Mbl MOHUMAEM M COrAaLLIaeMCs C TEM, UTO HaM He AatoT
HUKaKMX rapaHTUi KacaTeAbHO BO3MOXHbIX MCXOAOB A@HHbIX MPOLEAYP.

Mbl MOATBEPXAAEM, UTO HaM OblAa NPEAOCTaBAEHA BO3MOXHOCTb 06CyAUTb C M T-KOHCYABTAHTOM BCE
MHTEPECYIOLLIME U HEMOHATHbIE HAM BOMPOCHI.

1. Mbl noHumaem, uyto MIT ambpuoHoB, npoBoarmoe AO «LUFPM «TEHETUKO», siBASETCS TOUYHbIM W
90 DEKTUBHBIM METOAOM OMPEAEAEHUA TEHETUUECKMX HAPYLUEHUH Yy 3MOPUOHOB, OAHAKO TOYHOCTb He
paBHa 100%.

2. Mbl noHUmMaeMm, uto MIT amMOPMOHOB, HanNpaBAEHHOE Ha BbISBAEHWE OMPEAEAEHHOro TUMa HapylleHWH,
MOXET BbIIBUTb TOABKO 3TOT TUM HapYLUEHWA U HUKAKOW Apyron, Hanpumep, MNIT Ha 46 Xxpomocom
HanpaBAEHO Ha AETEKLMIO aHEYNAOWMAWMMA U KPYMHbIX KOAMUYECTBEHHbIX XPOMOCOMHbBIX HapyLlEHWN U He
BbIABASIET MPOYME TFEHETUUECKME aHOMaAWW, HanpuMMep, MOHOTEHHble HACAEACTBEHHble 3aboAeBaHUSA,
MOAUMAOUAMIO,  MUKPOAEAELIMOHHbIE W MUKPOAYNAMKALMOHHbIE ~ CMHAPOMbBI,  MHOrOMaKTOpHbIE
HaCAeACTBEHHbIEe 3a60AeBaHUS.

3. Mbl NOHUMAEM, UYTO B PEAKMX CAyYasix pPe3yAbTaT TECTMPOBAHWUA MOXET ObiTb HE MOAYYEH MO MPUYMHE
otcytcTBuA amnandukaumm AHK (HEBO3MOXHOCTM NMOAYYEHUA AOCTAaTOMHOIO AN @aHaAn3a koamyectea AHK)
B NpepocTaBAeHHOM obpasue nan perpasaumnmn AHK (HeyaoBaeTBopuTeAbHOro kavectsa AHK) B obpasue.
Kpome Toro, B peaknx CAydasx BO3MOXHO NMOAYyYEHUE HEOMNPEAEAEHHOro pesyAbTaTa. B Takux cutyaumsx
MIT-KOHCYAbTAHTbI M Bpauu OOBACHAT BO3MOXHbIE BapWaHTbl, HanNpumMep, BO3MOXHbIA MNEPEHOC
3MOPMOHOB MAM NPOBEAEHWE NOBTOPHON HUOMNCHMN.

4. Mbl nOHMMaeM, YTo 0bpasupbl BMOAOTMUECKUX MaTepPUaN0B, MOAyYEHHbIX OT Hac B xoae MIT, AKO u Arbbix
CBAI3aHHbIX MpoueAyp, MOryT ObiTb NepepaHbl APYroM KOMMaHWW MAM KoMMaHuaAM, pabotarowmm ¢ AO
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«UrPM «TEHETUKO», Arst NPOBEAEHUSI HEOOXOANMbBIX aHaAM30B. Mbl MOHUMAEM, UTO 3TO 3HAUWT, YTO HALLUU
6uonornueckmne obpasLbl MOryT ObiTb OTNPABAEHbI B APYrMe CTPaHbI.

5. Mbl MOHMMaeM, 4YTO B CAydae HacTynaeHua OepemeHHocT nocae MIT AO «UIPM  «TEHETUKO»
HaCTOATEAbHO PEKOMEHAYET MPOBEAEHME NMpeHaTaAbHOM AMArHOCTUKU AASI MOATBEPXAEHWS BbIBOAOB O
reHeTMYeckoM cTaTyce 3MOPUOHOB, CAEAaHHbIX B xoae MMIT.

6. Mbl 3HAaeM M COrAACHbI, UTO BCE AAHHbIE M3 HALUMX MEAMLIMHCKMX 3amnmncert MoryT 6biTb NPOCMOTPEHbI
YNOAHOMOUYEHHBLIMW OpraHu3aumsMn, YNOAHOMOYEHHBIMU 3TUYECKUMU KOMUTETAMMU, YNOAHOMOYEHHbLIMU
cotpyaHMkamn 1 npeactaButensmm AO  «UPM «EHETMKO» 1 ynOAHOMOYEHHBIMWU COTPYAHUKaMMU
naptHepoB AO «UIPM «TEHETUKO» (B TOM umcae 3a pybexom) B LEASIX MPOBEAEHUA HeOBXOAMMBbIX
aHaAM30B W/WAM OUEHKWM pesyabTaToB. Aoban MHOOpMaumMs O Hac, KOTopas MO3BOAUT OMPEAEAUTb
NPUHAAAEXHOCTb YKa3aHHOM MHGOPMaLMK HaMm, ByAeT XpaHUTbCA KOHOUAEHUMAABHO. TOABKO aHOHUMHbIE
AaHHble ByAyT MCNOAB30BaHbl MyBANYHO, B TOM YMCAE B HAY4YHbIX NyBAMKaUMAX.

7. Mbl AaeM coranacue Ha YTMAM3aUMio UAM nepepadvy AAA MPOBEAEHMA HayyHbIX UCCAEAOBaHWIM OOLIMTOB
U/UAY SMOPUOHOB, Y KOTOPbIX YCTAHOBAEHbI TEHETUUYECKMUE HaPYLLIEHUS.

8. Mbl paem coraacue Ha 1o, UTo obpasel, buomaTteprana, NOAYYEHHbIN B LEAAX MPOBEAEHUA FTEHETUYECKOTO
nccaepoBaHua no ycmotpeHuto AO «UPM «TEHETUKO» mMoxeT 6biTb COXpPaHEH W UCMOAb30OBAH AAS
KOHTPOAS (Baampaumm) n apyrmx uener AO «UIPM «TEHETMKO» n ero nmapTHEPCKUX OpraHu3auuu, B
yacTHocTH, 6e3 pasraalleHUss MOMX NePCOHaAbHbIX AQHHbIX, BMoMaTepran MOXET OblTb MCMOAb30BaH AAS
NPOBEAEHUS  AOMOAHUTEABHOIO TEHETMUYECKOrO0 TECTMPOBaHWS, a TakKkKe AAA  CTaTUCTUYECKMX,
MONYASILMOHHBIX M HaYYHbIX UCCAEAOBAHUM.

9. Mbl Takke AaeM coraacue Ha NpoBeAEeHUE AOMOAHUTEABHOTO MCCAEAOBAHUA OOLMUTOB U/WUAKM 3MOPUOHOB
AASI NTOATBEPXAEHUA pe3yAbTaToB [T.

10. Mbl MPOYAW, MOAHOCTBIO MOHAAW, MOAYUMAU AATUPOBAHHBIM MOAMUCAHHBIN SK3EMMAAP U
OBA3YEMCA CAEAOBATb TPEBOBAHUAM AAHHOTO COMAACKA.

OUO MALMEHTA (neuatHbiMu BykBamm) NOANUCH AATA (AA-MML.ITTT)

OO 3AKOHHOIO MPEACTABUTEAA MALIMEHTA, B CAYYAE MOANWCh
HEOBXOAMMOCTHU (neyatHbiMU BykBamMK)

AATA (AAMM.ITTT)

®UO MAPTHEPA (neuatHbiMu BykBamm) NOANUCH DATA (AA-MML.ITTT)

®HO 3AKOHHOIO NPEACTABUTEAA MAPTHEPA, B CAYYAE MOAMWCh
HEOBXOAMMOCTH (neyatHbiMU BykBamm)

DATA (AAMMLITTT)

®KNO BPAYA, MPOBOAMBLLETO OBCYXAEHWUE COINACKA NOAMUCH AATA (AA.MML.ITTT)

(neyatHbiMK BykBamMK)
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MpUAOXEHUE K UHHOPMUPOBAHHOMY COMAACHIO
NPEMMNAAHTALMOHHOE TEHETUMYECKOE TECTUPOBAHUE

MpnM nNpenmMnAaHTaUMOHHOM  TECTUPOBAHWMW  OCYLLECTBASETCH UCCAEAOBAHUE  MOHOTEHHBIX  W/UAU
XPOMOCOMHbIX AEDEKTOB Y OOUUTOB U/NAN 3M6DMOH8, a TakXe ornpeaeneHune nona 3M6pMOHa ANA NPEAYNPEXAEHUA
HACAEACTBEHHbIX 3a00AEBaHMIA, CLEMNAEHHbIX C MOAOM. [MpenmnaaHTaUMOHHOE TECTUPOBaHUE pa3pa60TaHo ANA
XEHLUMH, MMEIOLLMX BbICOKMI PUCK POXAEHUA AETEN C HACAEACTBEHHOM NaTOAOIMEN.

[oka3aHWs K NPOBEAEHMIO MPEUMNAAHTALUMOHHOIO TECTUPOBAHMS: BbICOKMIA PUCK POXAEHNA AETEN C MOHOrEHHOM
naToAOTMeEN UAK XpOMOCOMHOVI aHOMaAMEN, BbISIBAEHHbIV B pPe3yAbTaTt€ MEAUKO-TEHETUYECKOIO obcaepoBaHUS.

OMUCAHUE NPOLEAYP

A. 3KCTpakoprnopanbHoe onAoA0TBOpeHKE (AKO)

Ha TekyLLMA MOMEHT OOLIMThI (ANLIEKAETKU) U AMOPUOHBI MOXHO M3y4aTb TOAbKO 3KCTPAKOPMNOPaAbHO. AAS
aToro TpebyeTcs npoBeaeHWe npoTtokona IKO.

B. Broncus oounta 1 ambproHa

Mocae co3peBaHUst U HEMOCPEACTBEHHO NeEPEA ONAOAOTBOPEHUEM OOLUMT NMPOXOAUT KAETOUHOE AEAEHUE U
paspendeTcs Ha HEOOAbLLUYIO KAETKY - NEPBOE MOAAPHOE TEABLIE M 3PEAbld OOLIMT, FOTOBbIA K OMAOAOTBOPEHUIO.
lMocae ONAOAOTBOPEHMST OT 3PEAOTr0 OOLMTA OTAEAAETCS BTOPOE MOAAPHOE TeAbLE, a OMAOAOTBOPEHHbLIM OOLMT
NOABEpPraeTcs HECKOAbKMM 3Tanam ApobAeHMs B Mpouecce pa3BuTha ambpuoHa. Ha 3 cyTku pa3BuTHA 3MOPHOH
COCTOMUT U3 NPUOBAUBUTEABHO LLIECTU-BOCBMMU HEAMDOEPEHUMPOBAHHBIX KAETOK - «BAacTomMepoB». [ocaeayrolmne
AEAEHUSA KAETOK MPUBOAST K MOSIBAEHUIO Ha 5 CYyTKWU pa3BUTMSA «BAQCTOLIMCTbI» — 3MOBPUOHA, COCTOSLLENO YXe U3
COTEH KAETOK. BAacToLmMCTa COCTOUT U3 ABYX TUTMOB KAETOK: TPOd0OAACTa/TPODIKTOAEPMbI (M3 KOTOPOW pa3BUBaETCSH
NAALEHTa) U BHYTPEHHEN KAETOYHOM Macchl (M3 KOTOPOM pa3BUBAETCS MAOA).

B MI'T 61oncus - 3To 0TAEAEHUE OAHOM AU HECKOABKMX KAETOK OT 3MBPUOHA MAM MOASIPHBIX TEAELL OT O0OLIMTA.

buoncua AAA NOAYYEHMSI KAETOK AAA TEHETMYECKOro aHaAM3a B 3aBMCMMOCTM OT MOKa3aHUM MOXET
NPOBOAUTLCH HA Pa3AMUHbIX CTAAUAX Pa3BUTHS: (1) MoryT 6biTb MPOBEAEHBI BUOMNCUSI U aHAAU3 NEPBOro U BTOPOro
NOASIPHBIX TEAELl; U/UAK (2) Broncus M aHann3 baacTomepa; U/ UAn (3) BUONCUNA U aHaAU3 KAETOK TPODIKTOAEPMBbI.
MoAyyeHHble Npu OBMOMNCUM KAETKM MOABEPratoTCs FEHETUYECKOMY aHaAM3y C LIEAblO BbISSBAEHUS HaAMuus
reHeTMYEeCKUX HapyLLEHU B OOLIMTE UAU SMOPUOHE.

AHaAM3 XPOMOCOM MAM FEHOB NMEPBOrO M BTOPOrO MOAAPHbIX TEAEL, MO3BOASIET MPEACKaA3aTb, Kakne 13
XPOMOCOM/TEHOB XEHLLMHbI OCTAAUCb B CO3PEBLUEN 00OUMUTE U BOLLUAM B reHOM 3M6puoHa. Takum obpasom npu
TECTMPOBAHWM NOASIPHOIO TEAbLIA aHAAM3UPYETCH TOAbKO BKAGA MATEPUHCKOIO reHoMa B reHOM 3MOpUuoHa.

Pe3yAbTaToB aHaAM3a MOASIPHbIX TEAEL, HEAOCTATOYHO, eCAM TpebyeTcs MHPOPMAaLMA O FEHETUUYECKOM
BKAGAE MYXUMHbI. B Taknx cayuyanx aHaAn3 NPOBOAMTCS C MOMOLLbLO Buoncumn Baactomepa Ha CTaaumn ApobaeHus
(0BbIYHO TPETUI AEHb), UAU KAETOK TPODIKTOAEPMbI Ha CTapuK BAACTOLMCTbI (MATbIM MAWM LLECTON AEHb). AHAAM3
reHoma 6aactomepa UAM TpodobaacTa NO3BOASIET CyAUTb O XPOMOCOMaXx/reHax ByayLLero NAoAa U pebeHka.

C. MeToabl aHaAU3a
B 3aBMCMMOCTM OT TOr0, KakoBa 3apava NPEUMMNAAHTALMOHHOIO TECTUPOBAHUSA, AASI MOCTAHOBKU AMArHo3a
MOTIYT ObITb MCMOAB30BaHbI CAEAYIOLLME METOAbI:

NoannmepasHas uenHaa peakuums (MLUP)

AAR ONpeAeneHUs KOHKPETHbIX FeHHbIX MyTauuin B MIT MCMOAL3YHOTCA METOAbl YBEAUYEHUS KOAMYECTBA
AHK. MoanmepasHan uenHasa peakuus (MLP) no3BOAAET MOAYUMTb HEOBXOAMMOE AAS aHaAM3a KOAMYECTBO
reHeTMYeCKoro Matepuana.

Baaropaps MUP npoussoantcs penavkauma AHK eaMHUUYHOW KAETKM (amnandukaums): Hutn AHK
MHOIOKPaTHO KOMWUPYIOTCA — 3TO AAeT BO3MOXHOCTb BbIABUTL MyTauun AHK M cUenAeHHble C HUMUW MapKkepbl.
06bI4HO nocae MLUP-amnAMdUKaumm NPOU3BOAUTCS BbIIBAEHME MyTaLMI NPY NMOMOLLIM FeAb-3AEKTPOdope3a. Menb-
3NEKTPOPOPES - 3TO METOA, UCMOAB3YEMbIN AAS pa3aeneHns dparmeHToB AHK no ux pasmepy. MeToa OCHOBaH Ha
TOM, 4To PparmeHTbl AHK pasHoro paamepa ABMXYTCA B INEKTPUYECKOM MOAE Yepe3 CneumanbHbli reAb C pa3Howm
CKOPOCTbIO. ITO MO3BOASIET OTAUUYUTL HOPMAAbHbIE FE€Hbl OT MYTUPOBABLLMX.
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AHaAU3 CcLIENAEHUSA MeXAY reHHbIMWU AOKycaMU (KOCBEHHaAA AMarHOCTUKa)

AAA NOBbLIWEHWA TOYHOCTU BbIABAEHWUS TE€HHbIX MyTauMi MPOBOAAT aHAAU3 CLENAEHUS MEXAY FEeHHbIMU
AOKycamu. KopoTkue TaHaemHble noBTopbl (STR) B AHK npeactaBastoT coboi yuyacTknm M3 ABYX UAM Honee
NMOBTOPSAIOLLMXCA  HYKAEOTMAOB. 3TM  STR  yHWMKaAbHbl AN KOHKPETHOrO yyacTka Xpomocombl. STR,
pacnoAaratolmMecs AOCTAaTOMHO OAM3KO K MeCTy MyTauuu reHa, MOryT ObiTb MCMOAb30BaHbl AAS MOBbILLIEHUS
TOYHOCTM OMPEAENEHHUS HAAUUNS MyTaUMK. B HEKOTOPBIX CAyYasiX aHaAM3 HAaAMUMA MyTaLmMn MOXET BbITb MPOBEAEH
TOABKO C UCMOAb30BaHMEM METOAA CLENAEHHbIX MapKepOB.

CpaBHuWTEAbHAs reHOMHas rubpuansaums Ha ymnax (aCGH) - NIT Ha 46 XxpoMocoM

CpaBHUTEAbHAA TEHOMHas rMbpuan3auMsa - 3T0 MUKPOMATPUUHAsA TEXHOAOIMS, KOoTopasi MO3BOASET
cpaBHWTb 06pasel, AHK ambproHa ¢ KOHTPOAbHbLIM 06Pa3LOM C UCMOAb30BAHUEM AECATKOB TbICSY FEHETUUYECKUX
MapKepPOB AASl BbIIBAEHMS Pa3AMYHbIX XPOMOCOMHbIX aHOMaAUK. AN KaXAOro ambpuoHaAbHOro obpasua M3
MOAYYEHHbIX AGHHBIX KOMTMbIOTEP CO3AAET XPOMOCOMHYIO KapTy. CneumManmncTbl pacllimMdpoBbIBalOT AQHHbIE U AQHOT
AETaAU3MPOBAHHbIN FrEHETUYECKMIA OTYET.

CekBeHnpoBaHue HOBOro nokoneHus (NGS) - NI Ha 46 XpoMOCOM

CekBeHUPOBaHWE HOBOIO NMOKOAEHUSA MO3BOAAET MOAYUMTb BOAbLLOE KOAMUECTBO KOPOTKUX MPOUTEHWUN
obpasua AHK. Mo KoAMYECTBY NPOYUTEHMI, MPUXOAALLMXCA Ha AOAKD Pa3HbIX XPOMOCOM, MOXHO C BbICOKON
TOUYHOCTbIO OMNPEAEeAUTb U3OLITOK MAM HEAOCTAaTOK MaTepuana, COOTBETCTBYHOLLEro LIEAOM XPOMOCOME WAU ee
NPOTSXXEHHOMY YUaCTKY.

PUCKU NPU NMPOBEAEHWH NPEUMIMAAHTALUMOHHOIO rEHETUYECKOIO TECTUPOBAHUA

HeBepHasi NOCTaHOBKa AMarHo3a: HenpaBWAbHbIM AMArHO3 MOXET ObiTb MOCTABAEH B CBSI3U CO MHOTMMM
NpPUYMHAMM, BKAOYUAS, HO HE OFPaHUYMBANACH, CAEAYIOLLMMU:

1. BoinaaeHue anenen (Allelic dropout, ADO) - ADO MOXET NPOMU30ITH, ECAU OAHA MAKM 06e konun AHK He
aMNAMOUUMPYIOTCA MAM aMNAMDULMPYIOTCSA MAOXO. PUCK MOCTaHOBKM HEMPAaBUABHOIO AMarHosa npu ADO 3aBuCUT
HEMOCPEACTBEHHO OT TUMA MPOBEAEHHOM OMOMNCUMM WM TUMNA FEHETUUECKOro HapyLLIEHWsl, MO MOBOAY KOTOPOro
NPOBOAMAOCH TECTUPOBAHWE, BHE 3aBUCMMOCTU OT HACA€AOBaHMUA MO MaTEPUHCKON MAM OTLOBCKOW AMHUU. PUCK
UMMAGHTaUMKM 6O0oAbHOrO 3aMOpKOHa, KOTopbIi B pesyabtate [T 6biA OWKMOOYHO MPM3HAH HOPMAAbHbIM,
oueHuBaetca oT 2 A0 10%. OpHaAKO NpU UCMOAb30BAHWMU KOCBEHHOW AMATHOCTUKM B AOMOAHEHWE K MPSIMOMY METOAY
OLEHKMN KAETKM (KAETOK) LLUAHC HEBEPHOM NOCTAHOBKU AMArHO3a CyLLEeCTBEHHO CHWXaeTCs.

2. Mo3a1uu3m - npu TeCTMPOBaHUKU 3MOPUOHA Ha aHEYNAOUMAMMK aHAAN3 OAHOW/HECKOABKMX KAETOK MOXET
HETOUHO OTpaXKaTb COCTOAHWE OCTAaAbHbIX KAETOK 3MOpMOHa. ITO ABAEHWE M3BECTHO KakK MO3aMuLM3M (KAETKU C
pa3AUYHbIM FEHETUYECKMM HAbopoM B oAHOM amMbpuoHe). HanboablLMi ypoBEHb MO3auuM3Ma HabAtopAaeTes Y
3M6pUOHa Ha TPETUI AEHb Pa3BUTUA. ITO MOXET MPUBECTU K TOMY, UTO B pesyabtate MIT 6yayT obHapyXeHbI
NM3MEHEHMA B HOPMAAbHOM 3MOPUOHE U 3TOT IMOPUOH ByAeT oTOpakoBaH, Kpome Toro, HaobopoT, MIT MOXET AaTb
HOPMaAbHbI Pe3yAbTaT U 3TO MOXET MPUBECTU K NEPEHOCY SMOPUOHA C HAPYLUEHUSAMU (@HEYNAOUANEN).

3. HeonpepeneHHble pe3yAbTaTbl. B HEKOTOPbIX CAyYanx OKal3blBaeTCS HEBO3MOXHbBIM MOAYUYUTb TOUHbIN
pesyabtaT MIT. B Takux cutyaumsax MNIT-KOHCYAbTaHTbl U Bpauu OBBbACHAT BO3MOXHbIE BapWaHTbl, Hanpumep,
BO3MOXHbIM MepeHoc 3MOPUOHOB MAM NPOBEAEHWE NOBTOPHOM B1UoNCUn.

4. MNoBpeXAeHHe oouuTa UAU AMOPUOHA. B1ONCUA KAETKM MOXET NPUBECTU K paspyLUEHMIO OOLUMUTOB UAM
3MOPUOHOB MAM K HapYyLUEHUIO OMAOAOTBOPEHMS OOLUMTOB WMAM Pa3BUTMA 3MOPUOHA MPU KYAbTUBUPOBAHWMW.
Buoncusa KAETOK AAA aHaAM3a TakXe conpsxeHa ¢ HEGOAbLLOW BEPOSTHOCTbIO TOrO, UTO KAETKM BuonTtata MoryT
6bITb NOBPEXAEHbBI UAM NOTEPSHDI, B pe3yAbTaTe yero nposeaeHue MIT MOXET cTaTb HEBO3MOXHO.

5. CHUXeHUe BEepOATHOCTU HaCTynAeHUsA BepeMeHHOCTU. O6bIYHO AAA MepeHoca B MOAOCTb MaTkW Mpu
nposeaeHnK npoueaypbl IKO BbibUpatoTca aMOPUOHBI, NOKa3aBLLME Aydllee Pa3BUTUE U BbIrAAASiLLME Hanbonee
3A0POBLIMU MPU U3YUYEHUN MOA MUKPOCKONOM (MOPPOAOrNUECKH). PesyabTaTbl npoBeaeHua MNI'T MoryT nokasatb,
yTO Hanbonee XOPOLLO BbIMAAAALLME 3MOPUOHBI HE MOTYT BbITb MCMOAL30BaHbI B CBA3U C TEM, UTO HECYT B cebe To
WAM MHOE FeHeTuYeckoe HapylleHue. MNpu nepeHoce MeHee KayeCTBEHHbIX C TOUKM 3peHUA MOPPOAOTMUECKMX
KpuTepreB aMOPUOHOB LLAHChI 3abepeMeHEeTb MOTyT CHUXATbCS.

B HEKOTOPbLIX CAyUYanXx BCce NPOBEPEHHbIE AMOPUOHBLI MOTYT UMETb HapyLLEHUS, U HA OANMH SMOPUOH HEAL3S
6yAET pEKOMEHAOBATL AAA MEpPEHOCa.



LleHTp leHetukn n PenpoayktueHon MeguumHbl «TEHETIAKO»

\.
Genet/O Nuuensua Ne J10-77-01-017137
Mockga, yn. lybkuHa, 8. 3, kopn. 1/ genetico.ru

6. HexusHecnocobHas 6GepemeHHOCTb. bepemeHHOCTb, KOTopas HacTynuaa B pesyAbTaTe fnepeHoca
aMbproHa, MOXET 3aKOHUYMTLCS CMOHTAHHbIM abOPTOM (HEBbIHALLIMBAHWEM), MOXET ObITb 3KTONUYECKON (TPYOHO),
WAU MPUBECTU K POXAEHWUIO MEPTBOro NAoAa. MOMUMO 3TOro, MOryT pa3BMBaTLCS MHOMOMAOAHbIE 6EPEMEHHOCTH
(ABOMHMW, TPOMHM), COMPOBOXAAIOLLMECH COUYETAHHBIMU OCAOXHEHUAMM, BKAOUASA MPEXAEBPEMEHHbIE POAbI U
rmnepTeHsuto npu bepemeHHocTU. An BepeMeHHOCTH, HacTynuBLLEeW nocAe npoBepeHnss AKO u MIT xapaKTepHbl
BCE OCAOXHEHWS eCTECTBEHHOM BEPEMEHHOCTU, BKAKOUAA PUCK aKyLLEPCKMUX OCAOXHEHWUN. PUCK Kakoro-AMbo us
CYLLECTBYHOLLIMX OCAOXHEHUI MOXET ObITb BbilLE NPU 6epPeMEHHOCTH, HACTYNUBLLIEN NOCAe NpoBeaeHna IKO m MIT,
yem Npu ecteCTBEHHOM BepeMEHHOCTMU.

7. Apyrue HapylleHus. Y peTen, poarBLIMXCA npy nomolur KO, nocae BUONCUM KAETOK U FTeHETUUYECKOTO
aHaAu3a, MOryT BO3HMKATb BPOXAEHHbIE aHOMaAUN, AeDEKTbI, TEHETUYECKME aHOMAAMK, YMCTBEHHAsA OTCTaAOCTb
W/VAV APYTME BO3MOXHbIE OTKAOHEHUS OT HOPMbI (TAK Xe, KaK U y AETEN, POXAEHHbIX B Ppe3yAbTaTe €CTECTBEHHOIO
onnopotBopeHus 6e3 MIT). B HacTosilee BpemMss UCCAEAOBAHUA MOKa3biBatoT, UTO nocae nposepeHus MNIT puck
BPOXAEHHbIX aHOMaAKI YBEAUYMBAETCA HE3HAYUTEABHO, U 3TOT 3P PEKT B BOAbLLEN CTEMEHU CBSI3aH CO 3A0POBbLEM
TEX nap, KOTOPbIE BbIHYXAEHbI ucnoAb3oBaTth IKO.

MIT AAS BbISBAEHWSI HApyLLEHWA €AMHUYHbBIX TEHOB MPOBOAMTCA € Hauyana 1990-x roao0B - BO3MOXHO, Y
AETEN, POXAEHHBIX B pe3yabTaTte AKO 1 MIT, OTKAOHEHUS MOTYT HE MPOABASTLCS A0 ONPEAEAEHHOro Bo3pacTa, U B
HacToslLLee BPEMS OHWU HE U3BECTHbI.

AANbTEPHATUBbI NMPEUMNAAHTALIUOHHOIO TEEHETUYECKOIO TECTUPOBAHUA

CylecTBytOT ApyrvMe Ccrnocobbl POXAEHWS 3A0POBbLIX AETEM AAA Nap, WMMELWMX PUCK Mepepaun
reHETUUYECKUX AEDEKTOB MOTOMCTBY:

1. BepeMEHHOCTb, HACTYNUBLLAA €CTECTBEHHbIM CnocobomM MAM npu nomolwn BPT 6e3 npeHaTaAbHOM
AMarHocTukn v MIT (AaHHbIA BapUaHT COMPSXEH ¢ HaubBOAbLLMM PUCKOM nepepaun pebeHKy HaCAeACTBEHHOIO
3aboneBaHUA).

2. MpeHaTanbHas AMArHOCTMKa MpPW NomoLun HBUorncuM BOPCUH XopuoHa (BBX) MAM aMHMOLEHTe3a npu
6epemeHHOCTH, HacTynuaLlen 6e3 MIT.

3. Mcnonb3oBaHWE AOHOPCKMX MOAOBbIX KAETOK. ECAM XEHLIMHa SIBASIETCSI HOCUTEAEM TEHETUUYECKMX
HapyLLEHUI, TO MOryT HObITb UCNOAB30BaHblI AOHOPCKME OOLMTbI, KOTOPbIE HE MMEIOT BbIABAEHHbIX HApyLLEHWUI. EcAn
HOCUTEAEM TEHETUUECKOTO HAPYLLUEHMS ABASIETCA MYX4YMHA, TO MOXET ObITb MCNOAB30BAHA AOHOPCKasi cnepma.
Mcnonb3oBaHME AOHOPCKOIO PEMPOAYKTMUBHOIO MaTepuana CHWXAET WMAM AaXe YCTPaHAET PUCK nepepaun
reHETUUYECKNX HapyLLEHMI MOTOMCTBY.

4. YCbIHOBAEHWE — Napa MOXET CO3AaTb CEMbIO BE3 POXAEHUS pebeHKa.



