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UHOOPMUPOBAHHOE COIAACUE HA OKASAHUE YCAYT
no NPEMMNAAHTAUMOHHOMY TEHETUYECKOMY TECTUPOBAHUIO
9MBPUOHOB (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, NoTEHUMAAbHBIX UICXOAEX, aAbTepPHATUBAX U AONMOAHUTEABHbIX YCAOBUAX OTHOCUTEALHO T1T,
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 ACYEHUSA, U Mbl MPUHUMAEM U COTAALLAEMCS Ha COMNyTCTBYOLME PUCKU. Mbl NOHUMaEM,
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
HUKaKWUX rapaHTM KacaTeAbHO BO3MOXHbIX MCXOAOB AaHHbIX Mpoueayp. Mbl CO3Haem, 4TO NPOUEAYpbI
ABASIOTCA 3KCMEPUMEHTAAbHBIMU, U UTO HET YBEPEHHOCTU B TOM, YTO OHW NMPUHECYT NOAB3Y AAS MPEAOTBPALLEHUS
3aboneBaHuUs.

1. Mbl NoATBEPXAAEM, UTO Ham Oblna MPeAOCTaBAEHA BO3MOXHOCTb 06cyauTb ¢ I T-KOHCYAbTAHTOM BCe
MHTEPECYIOLLIME U HEMOHATHbIE HAM BOMPOCHI.

2. Mbl noHumaem, uto MIT ambpuoHoB, nposopumoe AO «UIPM «EHETUKO», ABASIETCA TOUHbIM M
9PPEKTUBHBIM METOAOM OMNPEAENEHUSA TEHETUYECKUX HAPYLIEHUH Y aMOPUOHOB, OAHAKO TOYHOCTb HE
paBHa 100%.

3. Mbl noHMmaem, yto MNIT amO6pHOHOB, HaNpPaBAEHHOE Ha BbISIBAEHWE OMPEAEAEHHOr0 TUMNa HapyLlEeHWUH,
MOXET BbIIBUTb TOABKO 3TOT TUM HapYLUEHWM U HUKAKOW Apyron, Hanpumep, MNIT Ha 46 Xpomocom
HanpaBAEHO Ha AETEKLMIO aHEYNAOWMAMIA U KPYMHbIX KOAMUYECTBEHHbIX XPOMOCOMHbBIX HapyLlEHWN U He
BbIABASIET MPOYME TFEHETUUECKME aHOMaAWW, HanpuMMep, MOHOTEHHble HACAEACTBEHHble 3aboAeBaHUSA,
MOAMMAOUAMIO,  MUKPOAEAELMOHHBIE U MMKPOAYNAMKAUMOHHbBIE  CUHAPOMbI,  MHOrOQaKToOpHble
HaCAEACTBEHHbIE 3a60AEBaHUS.

4. Mbl NOHUMAEM, YTO B PEAKMX CAydasix pe3yAbTaT TECTMPOBAHWUS MOXET ObiTb HE MOAYYEH MO NPUUMHE
otcytcTBuA amnandukaumm AHK (HEBO3MOXHOCTM NMOAYYEHUA AOCTAaTOMHOIO AN @aHaAn3a koamyectea AHK)
B NpepocTaBAeHHOM obpasue nan perpasaumnmn AHK (HeyaoBaeTBopuTEAbHOTrO KavecTtBa AHK) B obpasue.
Kpome Toro, B peAKMX CAydaax BO3MOXHO NMOAYYEHWE HEONPEAEAEHHOro pesyAbTaTta. B Takmx cutyaumsx
MIT-KOHCYAbTAHTbI M Bpaun OOBACHAT BO3MOXHbIE BapWaHTbl, HanNpumMep, BO3MOXHbIA MNEPEHOC
3MOPMOHOB MAM NPOBEAEHWE NOBTOPHON HUOMNCHMN.
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10.

11.

Mbl nOHMMaeM, UTo 0b6pasLpl BUOAOTMUECKUX MATEPUANOB, MOAYYEHHbIX OT Hac B xoae MI'T, IKO U ArobbIx
CBfA3aHHbIX NPOLEAYP, MOIYT ObiTb NepeaaHbl APYroln KOMNaHWW UAM KOoMMNaHuaM, paboTatowmm ¢ AO
«UrPM «TEHETUKO», Art NPOBEAEHUSA HEOOXOAUMbIX aHaAU30B. Mbl NOHUMAEM, UTO 3TO 3HAUUT, YTO HALLK
6uonornueckmne obpasLbl MOryT 6bIiTb OTNPABAEHbBI B APYTME CTPAHbI.

Mbl NOHWMaeM, 4TO B CAydyae HacTynaeHuss 6epemeHHoctr nocae MIT AO «UFPM  «EHETUKO»
HaCTOATEAbHO PEKOMEHAYET MPOBEAEHME NMpeHaTaAbHOW AMArHOCTUKU AASI MOATBEPXAEHWS BbIBOAOB O
reHeTMYeckoM cTaTyce 3MOPUOHOB, CAEAaHHbIX B Xxoae MMIT.

Mbl 3HaeM M COrAACHbI, YTO BCE AAHHbIE M3 HALMX MEAWMLMHCKMX 3anmncer MOryT ObiTb MPOCMOTPEHbI
YNOAHOMOUYEHHbLIMU OpraHU3aumsiMmn, YNOAHOMOYEHHBIMU STUYECKUMU KOMUTETAMM, YNTOAHOMOUYEHHbBIMU
cotpyaHMkamn 1 npeactaButensmm AO  «UPM «EHETMKO» #  yNnOAHOMOYEHHbBIMWU COTPYAHWKaMMU
naptHepoB AO «UIPM «TEHETUKO» (B TOM uucae 3a pybexom) B LEASIX NMPOBEAEHUA HEOBXOAMMbIX
aHaAM30B W/WAM OLEHKWM pesyabTaToB. Aobaa MHOOpMauMs O Hac, KOTopas MO3BOAUT OMPEAEAUTb
NPUHAAAEXHOCTb YKa3aHHON MHGOPMaLMK HaM, ByAET XpaHUTLCS KOHPUAEHUMAABHO. TOABKO @HOHUMHbIE
AaHHble ByAyT MCNOABb30BaHbl MYBANYHO, B TOM YMCAE B Hay4YHbIX NyBAMKaLMAX.

Mbl A@eM coranacue Ha YTUAM3ALIMIO MAM Mepepaudy AAA MPOBEAEHMA HayuHbIX WCCAEAOBAHWI OOLMTOB
U/UAY SMOPUOHOB, Y KOTOPbIX YCTAHOBAEHbI TEHETUUYECKMUE HaPYLLIEHKS.

Mbl paem coraacue Ha 10, 4To obpaseL, 6uomateprana, NOAYUYEHHbIN B LEASIX NPOBEAEHWUSI TEHETUYECKOTO
nccaepoBaHua no ycmotpeHuto AO «UPM «TEHETUKO» mMoxeT 6biTb COXpaHEH W UCMOAb30OBAH AAS
KOHTPOASI (Bannpaumm) n apyrux uener AO «UIPM «JTEHETUKO» u ero mapTHEPCKUX OpraHu3auui, B
yacTHocTH, 6e3 pasraalleHUs MOWX NEPCOHAAbHbIX AAHHbIX, BoMaTepran MOXeET ObiTb UCMOAb30BAH AAS
NPOBEAEHUS  AOMOAHUTEABHOIO TEHETMYECKOrO0 TECTMPOBAHWS, a TakKkKe AAA  CTaTUCTUYECKMX,
MONYASILMOHHBIX M HAYYHbIX UICCAEAOBAHUM.

Mbl Takxe AaeM coraacuve Ha NpoBeAeHWUEe AOMOAHUTEAbHOTO WCCAEAOBAHWA OOLMUTOB WU/UAM SMOPUOHOB
AAR TOATBEPXAEHMSA pe3yabTaToB MIT.

Mbl MPOYAM, MOAHOCTBKO MOHAAU, MOAYUUAU AATUPOBAHHbBIN MOAMMUCAHHbBIA 3K3EMIMAAP U
OBA3YEMCA CAEAOBATb TPEBOBAHUAM AAHHOTO COMAACKA.

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

®NO BAKOHHOIO NMPEACTABUTEASA MALIMEHTA, B CAYYAE MOAMMCH

AATA (AAMM.ITTT)

HEOBXOAMMOCTHU (neyatHbiMU BykBamMK)

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

ONO BAKOHHOIO NPEACTABUTEAA MAPTHEPA, B CAYYAE MOAMMCH

DATA (AAMMLITTT)

HEOBXOAMMOCTHU (neyatHbiMKu BykBamm)

®NO BPAYA, MPOBOAMBLLETO OBCYXXAEHWUE COINACKA NOAMUCH AATA (AA.MML.ITTT)

(neyatHbiMK BykBamMK)
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MpUAOXEHWE K UHPOPMUPOBAHHOMY COTAACHIO
NPEMMNAAHTALMOHHOE TEHETUMYECKOE TECTUPOBAHUE

Mp1 NpernMnAaHTaLUMOHHOM TECTMPOBAHMMW OCYLLECTBAAETCA AMArHOCTMKA MOHOIMEHHbIX U XPOMOCOMHbIX
AEDEKTOB Yy OOLMTOB M IMOPUOHA, @ TaKXKe ONpeAereHUe NoAa IMOPUOHAE AASE NPEAYNPEXAEHUSA HACAEACTBEHHbIX
3aboneBaHNUM, CLENAEHHbIX C MOAOM. MpenMnAaHTaLMOHHOE TECTUPOBAHWE pa3pPaboTaHo AAS XKEHLLMH, UMEOLLMX
BbICOKWUI PUCK POXAEHUSA AETEM C HACAEACTBEHHOM MATOAOTMEN, KAk aAbTEPHATUBHbIM METOA MpPeHaTaAbHOM
AMATHOCTUKW. TA@BHbIM NPEUMYLLECTBOM MPEUMMNAGHTALMOHHOIO TECTUPOBAHNSA ABASIETCA BO3MOXHOCTb OTKa3a OT
WMHBA3WBHbIX BMELLATEABCTB Ha MAOAHOM SIMLE U NpepbiBaHUs 6EPEMEHHOCTU B CAyYae BbISIBAEHUS MATOAOTMMUM.
NcecaepoBaHMUA MOTYT BbITb MPOBEAEHbBI HA NOASPHbIX TEAbLIAX OOLIMTOB U/UAU Sppax BaacTomepoB aMOpUOHa.
[MokasaHWs K NPOBEAEHWUIO NPEUMNAAHTALMOHHOIO TECTUPOBAHUA: PUCK POXAEHUA AETEl ¢ MyTauuen Aoboro
WM30AMPOBAHHOIO TEHA WAM XPOMOCOMHbIX aHOMaAWKM, BbISBAEHHbIX B pe3yAbTaTe MEANKO-TEHETUUYECKOro
o6cAepoBaHUA (KAMHUKO-TEHEAAOTMUYECKOe UCCAEAOBaHUE, KapPUOTUMMPOBAHUE U AP.).

MaTtepuanbl U METOAbI UCCAEAOBAHUA: TECTUPOBAHWE MPOBOAUTCS C UCMTOAb30BAHUEM METOAOB GAYOPECLIEHTHOM
rnbpuamnsaumu in situ (FISH) nan noammepasHon uenHon peakumu (MLUP).

ONMUCAHUE NPOLEAYP

A. 3KCTpakoprnopanbHoe onAoA0TBOpeHKE (AKO)

Ha TekyLLMA MOMEHT OOLIMThI (ANLIEKAETKU) U AMOPUOHBI MOXHO M3y4aTb TOAbKO 3KCTPaKOPMNOPaAbHO. AAS
atoro Tpebyetcs npoBepeHUe IKO.

B. Broncus oounta 1 ambproHa

MocAe co3peBaHMs M HEMOCPEACTBEHHO Nepea ONAOAOTBOPEHUEM OOLMT NMPOXOAUT KAETOUHOE AEAEHUE U
pasAenieTcsl Ha HEOOABLLYIO KAETKY - NEPBOE MOASIPHOE TeAbLE U 3PEAbI OOLMT, FOTOBYH) K OMAOAOTBOPEHMIO.
Mocae ONAOAOTBOPEHMST OT 3PEAOT0 OOLIMTA OTAEARETCA BTOPOE MOAAPHOE TeAbLle, a OMAOAOTBOPEHHbIA OOLMT
NOABEpPraeTcsi HECKOAbKMM 3Tanam ApoBAeHMs B NpoLecce pa3BUTUA ambpuroHa. Ha 3 cyTku pa3BUTUA 3MOPUOH
COCTOUT U3 NMPUBAUBUTEABHO LLIECTU-BOCBMU HEAUDDEPEHLMPOBAHHBLIX KAETOK — «BAACTOMEepoB». [ocaeaytoLLmMe
AEAEHUSA KAETOK MPUBOAST K MOSIBAEHUIO Ha 5 CYyTKWU pa3BUTMSA «OAQCTOLIMCTbI» — 3MOPUOHA, COCTOSLLENO YXe U3
COTEH KAETOK. BAacToumcTa COCTOUT M3 ABYX TUMOB KAETOK: TPODOOAACTA/TPODIKTOAEPMbI (M3 KOTOPOW pa3BUBaAETCS
NAALEHTA) U BHYTPEHHEN KAETOYHOM MACChl (M3 KOTOPOW Pa3BUBAETCA MAOA).

B MI'T 6Moncus - 310 OTAEAEHUE OAHOM AU HECKOABKMX KAETOK OT 3MBPUOHA MAM MOASIPHBIX TEAELL OT O0LIMTA.

buoncua AN NOAYYEHUSI KAETOK AAA TEHETMYECKOro aHaAM3a B 3aBMCMMOCTM OT MOKa3aHWUM MOXET
NPOBOAMTLCA Ha Pa3AMUHbIX CTAAMAX Pa3BUTMA: (1) MoryT HbITb MPOBeAEHbl BUONCKUS U aHaAM3 NEPBOro U BTOPOro
NOASIPHBIX TeAel; u/uam (2) buoncua u aHanms baactomepa; n/mam (3) Bruoncua M aHaAn3 KAETOK TpodobaacTa.
MoAyyeHHble npu OBMOMNCUM KAETKM MOABEPratoTCs FEHETUYECKOMY aHaAM3y C LIEAblO BbISSBAEHUS HaAMuMus
reHEeTUYECKUX HapyLLEHWIA B OOLIUTE MAK SMOpPUOHE.

AHaAM3 XPOMOCOM MAW FEeHOB MEPBOro M BTOPOro MOASIPHbBIX TEAEL, MO3BOASET NPEACKa3aTb, Kakne U3
XPOMOCOM/TEHOB XEHLLUWHbI OCTAAUCb B CO3PEBLUEN O0OLMTE U BOLIAW B reHOM amMmbpuoHa. Takum obpas3om npu
TECTUPOBAHWW NOASIPHOIO TEAbLIA aHAAM3UPYETCH TOABKO BKAAA MATEPUHCKOIO reHOMa B reHOM 3MOpUoHa.

Pe3yAbTaTtoB aHaAM3a MOASIPHbIX TEAEL, HEAOCTATOYHO, eCAU TpebyeTcs MHPOPMAaLMA O FEHETUUYECKOM
BKAGAE MYXUMHbI. B Taknx cAyuyanx aHaAn3 NPOBOAMUTCS C MOMOLLbLO Buoncun BaacTtomepa Ha CTapaumn APOBAEHUS
(06bIYHO TPETUIM AEHD), AU KAETOK TPOPOOAACTa Ha CTaauM BAACTOLMCTbI (MATbIN UAKW LLECTOM A€Hb). AHAAU3 FeHoMa
6racToMepa UAM TpopobAacTa NO3BOASIET CYyAUTb O XPOMOCOMaX,/reHax ByayLLEro NAOAa U pebeHKa.

C. MeTtoabl aHaAn3a
B 3aBMCMMOCTM OT TOr0, KakOBa 3aAadya NPEUMMAAHTALMOHHOIO TECTUPOBAHUS, AASI NOCTAHOBKM AMArHo3a
MOTIYT ObITb MCMOAB30BAHbI CAEAYIOLLME METOAbI:

MoAaumepasHasn uenHada peakuus (MLP)
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AAST onpeAeneHNsT KOHKPETHbIX FeHHbIX MyTaumi B MI'T MCNOAb3YIOTCA METOAbI YBEAMUEHUSA KOAMYECTBA
AHK. MoanmepasHas uenHaa peakuusa («MLP») no3BOAAET MOAyYMTb HEOOXOAMMOE AN aHaAM3a KOAMUYECTBO
reHEeTMYECKOro Matepuana.

Bnaaropapsa TUP npoussoautcsa penavkauya AHK €AMHUYHOM KAETKM (amMnAnoukaums): Hutn AHK
MHOIOKPaTHO KOMMPYIOTCS — 3TO AAET BO3MOXHOCTb BbIABUTb MyTauun AHK u cuenAeHHble ¢ HUMKW MapKkepbl.
06bI1uHO nocae MUP-amnAndUKaumMmn NPOU3BOAUTCA BbISBAEHWE MyTaLMW MPWU NOMOLLM reAb-3AeKTpodopesa. Menb-
3ANEKTPODOPES - ITO METOA, MCMOABIYEMbIN AN pa3aeneHns ¢parmeHtoB AHK no nx pasmepy. Metoa OCHOBaH Ha
TOM, uTo PparmeHTbl AHK pasHoro pasmepa ABUXYTCA B SAEKTPUUECKOM MOAE Yepe3 CrneLManbHbIM reAb C pa3HoM
CKOPOCTbIO. 3TO MO3BOASIET OTAUUUTb HOPMAAbHbIE FE€HbI OT MYTUPOBABLLMX.

AHaAU3 CcLLENAEHUSA MeXAY reHHbIMWU AOKycaMU (KOCBEHHaA AMarHOCTUKa)

AAA NOBbLIWEHWA TOYHOCTU BbIABAEHWUS TE€HHbIX MyTauMi MPOBOAAT aHAAU3 CLENAEHUS MEXAY FEeHHbIMM
AOKycamu. KopoTkue TaHaemHble noBTopbl (STR) B AHK npeacraBastor cobol yuyacTknm M3 ABYX UAM Honee
NOBTOPSAIOLIMXCA HYKAEOTMAOB. 3TM  STR  yHWMKaAbHbl AA KOHKPETHOrO yyacTka Xpomocombl. STR,
pacrnoAaratoLLMecss AOCTAaTOYHO OAM3KO K MECTy MyTauuM reHa, MoryT ObiTb MCMOAb30BaHbl AASl MOBbILLIEHUS
TOUYHOCTM ONPEAEAEHUS HAAUUUSE MYyTaLIMK. B HEKOTOPbIX CAyYasix aHaAM3 HAAUUMSA MyTaLMK MOXET ObiTb MPOBEAEH
TOABKO C UCMOAB30BaHWEM METOAA CLUENAEHHBIX MapKepOB.

CpaBHUTEAbHas reHoMHas rubpuamsaumsa Ha umnax (aCGH) - MNIT Ha 46 xpomocom

CpaBHUTEAbHAs TEHOMHaA TMOPUAM3ALMA - 3TO MUKPOMATPUUHAS TEXHOAOTUSl, KOTOpas MO3BOASET
cpaBHUTb 0bpasel, AHK ambproHa ¢ KOHTPOAbHbBIM 06Pa3LIOM C UCMOAb30BAHUEM AECATKOB ThICSAY FrEHETUUYECKUX
MapKepoB AAA BbIABAEHUA Pa3AUUHbIX XPOMOCOMHbIX abeppaunii. AAa Kaxaoro ambpuoHanbHoro obpasua w3
MOAYUYEHHbIX AGHHbIX KOMMbIOTEP CO3AAET XPOMOCOMHYIO KapTy. CneunarmncTbl paclldpoBbIBAOT AGHHbIE U AGOT
AETAaAU3UPOBAHHbIN rEHETUUECKMIA OTYET.

CekBeHnpoBaHue HOBOro nokoneHus (NGS) - NI Ha 46 XpoMOCcOM

CekBEeHUPOBaHWE HOBOIO NMOKOAEHUSA MO3BOAAET MOAYUMTb BOAbLLOE KOAMUECTBO KOPOTKUX MPOUTEHWUM
obpasua AHK. Mo KoAMYECTBY NPOYUTEHMI, MPUXOAALLMXCA Ha AOAKD Pa3HbIX XPOMOCOM, MOXHO C BbICOKON
TOUYHOCTbIO OMPEAEAUTb U3OBLITOK MAM HEAOCTAaTOK MaTepuana, COOTBETCTBYIOLLETO LIEAOW XPOMOCOME UAU ee
NPOTAXEHHOMY YUaCTKY.

PUCKHW NPU NMPOBEAEHWK MPEUMMIMAAHTALMOHHOIO rEHETUYECKOIO TECTUPOBAHUA

HeBepHasi NOCTaHOBKa AMarHo3a: HenpaBWAbHbIM AMArHO3 MOXET ObITb MOCTABAEH B CBSI3U CO MHOTMMM
NpPUYMHAMM, BKAOUAS, HO HE OrPaHUYMBaANACH, CAEAYIOLLMMU:

1. BoinaapeHue aneneit (Allelic dropout, ADO) - ADO MOXET NPOU30MTH, ECAM OAHA MAKM 06e konuu AHK He
aMMIAUPUUMPYIOTCH MAM aMNANPULIMPYHOTCA NAOXO. PUCK NOCTAHOBKK HEMPaBUABHOTO AnarHosa npu ADO 3aBuCHT
HEMOCPEACTBEHHO OT TWMa MPOBEAEHHOM OMOMCUKM M TMNa TFEHETUUYECKOro HapylleHWs, No MOBOAY KOTOPOro
NPOBOAMAOCH TECTUPOBAHME, BHE 3aBUCMMOCTU OT HACA€AOBaHUA MO MaTEPUHCKON MAM OTLOBCKOM AMHWUMK. PUCK
UMMA@HTaUMM 60AbHOrO 3amMbpuoHa, KoTopbii B pesyabTate [T ObiA OWMOOYHO MpPM3HAH HOPMAaAbHbIM,
oueHuBaetcs oT 2 Ao 10%. OAHAKO NPU UCMNOAb30BAHWUU KOCBEHHOM AMArHOCTUKM B AOMOAHEHWE K MPSIMOMY METOAY
OLEHKMN KAETKM (KAETOK) LLUAHC HEBEPHOWM NOCTAHOBKU AMArHo3a CyLLEeCTBEHHO CHWXaeTCs.

2. Mo3anuM3M - npu TECTUPOBAHUKU 3MOPUOHA HA aHEYNAOUAMU aHAAM3 OAHON KAETKU MOXET HETOYHO
oTpaxxaTb COCTOAHWE OCTaAbHbIX KAETOK aMOpPMOHa. ITO ABAEHWE M3BECTHO Kak MO3auUM3M (KAETKM C Pa3ANYHbIM
reHeTM4ecknm Habopom B 0AHOM 3MOpUOHE). HanbonbLLnii ypoBEHb MO3anLumM3aMa HabaopaeTca y aMObpUoHa Ha
TPETUM AEHb Pa3BUTUA (PUCK OKOAO 15%). ITO MOXET NPMBECTU K TOMY, UTO B pe3yabtate MIT 6yayT 06HapyxXeHbI
M3MEHEHWA B HOPMaAbHOM 3MBOpPHUOHE U 3TOT aMOBPUOH ByaeT
oTbpakoBaH, KpoMe Toro, HaobopoT, MIT MOXEeT AaTb HOPMaAbHbIW PE3YALTAT M 3TO MOXET NPUBECTU K MOACAAKE
amMbproHa ¢ HapyLLEHUAMU (aHEYNAOUANEN).

3. HeonpeaeAeHHble pe3yAbTaTbl. B HEKOTOPbIX CAyYanx OKalblBaeTCs HEBO3MOXHbBIM MOAYUYUTb TOUHbIN
pesynbtat MIT. B Takux cutyaumsax MIT-KOHCYAbTaHTbl M Bpaun OObACHAT BO3MOXHbIE BapuaHTbl, Hanpumep,
BO3MOXHYIO MOACAAKY 3MOPUOHOB MAK MPOBEAEHWE MOBTOPHOM BUOMNCHMN.

4. MNoBpeXAeHUe oouuTa UAU AMOPUOHA. B1oNcUsA KAETKM MOXET NPUBECTM K pa3pyLUEHMIO OOLUTOB MAK
3MO6PUOHOB MAM K HapyLLEHWIO ONAOAOTBOPEHUS OOLIMTOB MAM Pa3BUTUS 3MOPHOHA NPU KYAbTUBMpPOBaHMU. 3abop
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KAETOK/3MOPHMOHOB AASt aHAAM3a TaKXKe CONPSIXEH C HEBOAbLLON BEPOATHOCTLIO TOTO, UTO KAETKU/3MOPUOHbLI MOTYT
6bITb NOBPEXAEHbBI UAM NOTEPSIHDLI, B pe3yAbTaTe yero nposeaeHue MIT MOXET cTaTb HEBO3MOXHO.

5. CHUXeHWe BEpPOSATHOCTU HacTynAeHUsi GepeMeHHOCTU. OObIUHO AASI MEePEeHOCca B MOAOCTb MaTku Mpu
nposeAeHnn npoueaypbl IKO BbibUpPatoTCa aMOPUOHBI, NOKa3aBLLME Aydllee Pa3BUTUE U BbIrAAAsLLME Hanbonee
3A0POBLIMU MPU U3YUEHUN MOA MUKPOCKOMNOM (MOPPOAOrnUeckn). PesyabtaTbl npoBeaeHuns MNIT MoryT nokasatb,
yTO Hanboaee XOPOoLLO BbIMAAAALLME 3MOPUOHBI HE MOTYT BbITb MCMOAB30BaHbI B CBA3U C TEM, UTO HecyT B cebe To
WUAM MHOE TEeHETUYECKOE HapylleHue. [Npu nepeHoce MEeHEe KaueCTBEHHbIX C TOUKM 3PEHUA MOPOOAOTMUYECKUX
KpuTepUeB aMOPUOHOB LLIAHCHI 3abepeMeHETb MOTYT CHUXATbCS.

B HEKOTOPbIX CAyYanx BCe NPOBEPEHHbIE AMOPHUOHbI MOTYT UMETb HaPYLLEHUS, U HU OAMH 3MOPUOH HEABL3S
6yneT peKOMeEHAOBATb AASI NEPEHOCA.

6. HexwusHecnocobHass 6epeMeHHOCTb. BepemMeHHOCTb, KOTopas HacTynuAa B pesyAbTate nepeHoca
aM6prOoHa, MOXET 3aKOHUYMTLCS CMOHTAHHLIM abOPTOM (HEBbIHALLIMBAHWEM), MOXET ObITb 3KTONUYECKON (TPYOHO),
WAU MPUBECTU K POXAEHWMIO MEPTBOro NAoAa. MOMUMO 3TOro, MOryT pa3BMBaTLCS MHOMOMAOAHbIE 6EPEMEHHOCTH
(ABOMHMW, TPOMHM), COMPOBOXAAIOLLMECH COUETAHHBIMU OCAOXHEHUAMM, BKAOUAA MPEXAEBPEMEHHbIE POAbI U
rMNepTeH3nto Npu GepemMeHHoCTU. Ans BepeMEHHOCTH, HacTynuBLLEeln nocae nposeaeHUst IKO u MIT xapakTepHsbl
BCE OCAOXHEHWS eCTECTBEHHOW BepeMeHHOCTU, BKAIOUAA PUCK aKyLIEPCKMUX OCAOXHEHWUN. PUCK Kakoro-AMbo us
CYLLECTBYHOLLIMX OCAOXHEHUI MOXET ObITb BblLLE NPU 6epeMeHHOCTH, HAaCcTynuBLLEN nocAe npoBeaeHna IKO m MIT,
yem Npu ectecTBEHHON 6epeMeHHOCTH.

7. Apyrve HapyleHus. Y AeTel, poamBLLIMXCSA npy nomolur KO, nocae 6UONCUN KAETOK U FTEHETUUYECKOTO
aHaAu3a, MOIyT BO3HWKATb BPOXAEHHbIE aHOMAAUU, AeDEKTbI, FEHETUUECKNE aHOMAAMUK, YMCTBEHHAA OTCTAAOCTb
W/VIAU APYTMe BO3MOXHbIE OTKAOHEHUS OT HOPMbI (TAK Xe, KaK U y AETEN, POXAEHHbIX B pe3yAbTaTe eCTECTBEHHOIO
onaopoTBopeHua 6e3 MIT). B HacToawee BpeMa UCCAEAOBAHUS NOKa3biBAIOT, UTO nocae nposeaeHus MIT puck
BPOXAEHHbIX aHOMaAUI YBEAUUMBAETCA HE3HAUUTEABHO, U 3TOT 3P dEKT B BOAbLLEN CTEMEHU CBSA3AH CO 3A0P0BbEM
Tex nap, KOTopble BbIHYXAEHbI UCNOAb30BaTb IKO.

MIT AAS BbISBAEHWSI HApyLLIEHWA €AMHUYHbBIX TEHOB MPOBOAMTCA C Hauyana 1990-x roao0oB - BO3MOXHO, Y
AETEN, POXAEHHbIX B pe3yabTate KO 1 MIT, OTKAOHEHMUSI MOTYT HE NPOABAATLCA AO ONPEAEAEHHOI0 BO3pacTa, U B
HacTosiLee BPEMSA OHU HE U3BECTHHbI.

AANbTEPHATUBbI NMPEUMNAAHTALIUOHHOIO TEEHETUYECKOIO TECTUPOBAHUA

CyllecTBylOT Apyrve cnocobbl POXAEHUS 3AOPOBLIX AETEM AASI Map, MMEIOLWMX PUCK Mepepayu
reHeTUYEeCKNX AeHEKTOB NOTOMCTBY:

1. BepeMeHHOCTb, HACTYNUBLLAA ECTECTBEHHbIM CnocoboM MAM npu nomown BPT 6e3 npeHaTanbHOM
AMarHocTMku 1 MNIT (AQHHBIM BapWaHT COMPSXEH C HAaWBOABLLMM PUCKOM Mepepayn pebeHKy HacAeACTBEHHOro
3aboneBaHus).

2. MNpeHaTanbHasA AMArHOCTUKa NMpu nomoLumM 6uoncun BopcuH xopuoHa (BBX) MAM amMHWOUEHTE3a npwu
6epemeHHOCTH, HacTynuaLlen 6e3 MIT.

3. Wcnonb3oBaHue AOHOPCKHMX MOAOBbIX KAETOK. Ecan XeHWHWHa ABAAETCA HOCUTeneM reHetuvyeckux
HapyLIJGHVIVI, TO MOTyT 6bITb MICNOAb30BaHbI AOHOPCKHE O0LMUTbI, KOTOPbIE HE MMEIOT BbIABAEHHbIX HaprJeHMVI. Ecan
HOCUTENEM TEeHETUYECKOIo HapyLleHNA ABAAETCA MYXUYKMHa, TO MOXET 6blTb MCNOAb30BaHa AOHOPCKaA cnepma.
Mcnonb30BaHWE AOHOPCKOIO PEMPOAYKTMBHOIO Matepuana CHUXAET WAM AaXe YCTpaHAeT PUCK nepepaydn
reHeTUYECKUX HapyLLEeHWIH MOTOMCTBY.

4. YCbIHOBAEHME — Napa MOXET co3AaTh CeEMbLO He3 poXAeHUA pebeHka.



