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MHOOPMWUPOBAHHOE COIAACUE HA OKA3AHUE YCAYT
Mo NPEMMNAAHTAUMOHHOMY TEHETUYECKOMY TECTUPOBAHUIO
9MBPUOHOB (MIT)

HacTosilee A0BPOBOALHOE cCOrAacMe COCTaBAEHO B COOTBETCTBMM dDepepanbHbiM 3akoHOM P® 06 ocHoBax
OXpaHbl 3A00P0Bbs rpaxaaH B P® o1 21 Hosabps 2011 r. Ne323-03.

MauueHT:

(®HO, nacropTHbIe AaHHbIE, aapec pervcTpaumm)
NapTtHep:

COIrACHUE HA YYACTHUE

Mbl noAyunam konuio atoro CornacMsi M BHUMATEAbHO O3HAaKOMMUAUCH C €ro COAEpPXaHueM. Mbl
NPMHUMAEM BO BHWMaHWE, U HaMm Oblna AaHA BO3MOXHOCTb CAMOCTOSTEABHO M3YUWTb, 3aAaTb BOMPOCHI O
npoueaypax, puUckax, NOTEHUMAAbHbIX MCXOAAX, aAbTEPHATMBAX U AOMOAHWTEAbHbIX YCAOBMSAX OTHOCUTEABHO
MIT, 9KO m AObIX CBA3AHHbLIX NpoLeAypax U cnocobax aedeHus. Mbl MOAYUMAM YAOBAETBOPUTEAbHbIE OTBETI
Ha BCe HallX BOMpocCbl. HMXecAeAyoWMM Mbl NOATBEPXAGEM, UTO HaMm 6bina AaHa BO3MOXHOCTb OOCYAWTb
AOOble BOMPOCHI 3aKOHA M 3TMKW B OTHOLWIEHMM WMCMOAb30BaHMA [T, KO M AOObIX APYrMX CBSI3aHHbIX
npoueayp U cnocoboB AeyeHMs, a Takke paHHoe Coraacve ¢ AObIMU KOHCYAbTaHTaMW, apBOKaTaMMu,
fopucTamMu, ncuxotepaneBTaMmu W ApPYrUMU MPodeccMOHaAaMM, KOTOPbIX Mbl BblBpaAu, U Mbl MOAYUYHUAU
YAOBAETBOPSIOLWME HAC OTBEThbI MO BCEM FHOPUANYECKUM U STUYECKMM BOMPOCAaM.

MoaAnucbiBas AOKYMEHT, Mbl AAeM camMocTosiTeAbHoe coraacve Ha [T, SKO u aAtobble apyrve
CBA3aHHble MPOLEAYPbl U METOAbI AEYEHUS, U Mbl MPUHUMAEM U COTAALLAEMCS Ha COMYTCTBYIOLUME PUCKU. Mbl
MOHMMAEM, UTO HET YBEPEHHOCTM B TOM, UTO HACTYNUT 6€pPEMEHHOCTb AU POXAEHUE XMBOFO pebeHKa, MAK UTO
POAMBLUNICS pebeHOK He ByAeT MMETb reHETMYECKMX HapyLleHW. Mbl MOHUMaeM U corAallaemcs ¢ TeM, YT
HaM He AaT HUKaKUX FapaHTMVI KaCaTeéAbHO BO3MOXHbIX MCXOAOB AaHHbIX MPOLUEAYP. Mol CO3HaeMm, 4to
npoLeAypbl ABAAIOTCA 3KCNEPUMEHTaAbHbIMU, U UYTO HET YBEPEHHOCTU B TOM, UYTO OHU MPUHECYT MOABL3Y AAA
npeAoTBpaLLeHWsi 3a60AeBaHMS.

1. Mbl NOATBEPXAAEM, UYTO HaM ObiAa NPeAOCTaBAEHA BO3MOXHOCTb 06cyauTb C I T-KOHCYAbTAHTOM BCe
MHTEPECYOLLMNE U HEMOHATHbIE HAaM BOMPOCHI.

2. Mbl noHumaem, uto MIT ambpuoHoB, npoBopumoe AO «LIFTPM «TEHETUKO», saBASieTCS TOYHbIM WM
3OPEKTUBHBIM METOAOM OMPEAEAEHUA TEHETUUECKUX HapylIEeHWH Yy 3MOPUOHOB, OAHAKO TOUYHOCTb He
paBHa 100%.

3. Mbl noHMmaem, yto MNIT amMOBPUOHOB, HaNpPaBAEHHOE Ha BbISIBAEHWE OMPEAEAEHHOro TUMNa HapyLLUEeHWUH,
MOXET BbIIBUTb TOABKO 3TOT TUM HapylleHWW U HUKaKoW Apyron, Hanpumep, MIT Ha 46 XpomMocom
HanpaBAEHO Ha WMCKAIOYEHWE aHEeynAOMAWMKA Y 3MOPUMOHOB M KPYMHBIX XPOMOCOMHbIX abeppaumin 1 He
BbISIBASIET MPOYME TFEHETUUECKME aHOMaAWW, HanpuMMep, MOHOrEeHHble HACAEACTBEHHble 3aboAeBaHusA,
MOAUMAOUAUIO, MUKPOAEAELIMOHHbBIE CUHAPOMbI, MHOTOGaKTOPHbIE HAaCAEACTBEHHbIE 3ab0AEBaHMSA.

4. Mbl NOHUMAEM, YTO B PEAKMX CAydasix pe3yAbTaT TECTMPOBAHWUS MOXET ObiTb HE MOAyYEH MO NPUYMHE
oTcytctBuA amnandukaumm AHK (HEBO3MOXHOCTU MOAYYEHWUS AOCTATOUHOIO AAA aHaAM3a KOAMYECTBA
AHK) B npepoctaBAeHHOM obpasue nAM aerpasaumm AHK (HeyaoBAeTBOpUTEAbHOTO KadectBa AHK) B
obpasue. Kpome Toro, B peakmnx CAydasix BO3MOXHO MOAYYEHWE HEOMPEAEAEHHOrO pe3yAbTata. B Takux
cutyaumsix MNIT-KOHCYAbTAHTbl W Bpauu OOBACHAT BO3MOXHbIE BapuaHTbl, HanpUMep, BO3MOXHbIM
nepeHoc aM6PUOHOB MAM NPOBEAEHWE NOBTOPHON BUONCUMN.
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5. Mbl noHUMaem, 4to obpasLbl BUOAOTMUECKUX MATEPUAAOB, NOAYUYEHHBIX OT Hac B xoae MIT, KO u AbbIx
CBA3AHHbIX MpoLUeAyp, MOryT ObiTb NepepaHbl APYroM KOMMaHWW MAM KOMMaHuAM, pabotarowmm ¢ AO
«UF'PM «TEHETUKO», AASS NPOBEAEHUS HEOOXOAMMbIX aHaAM30B. Mbl MOHUMMaEM, UYTO 3TO 3HAUMUT, UTO
Halum 6rMonornyeckmne obpasLbl MOryT 6biTb OTNPABAEHbI B APYTME CTPaHbI.

6. Mbl NOHMMaem, 4YTO B CAyyae HacTynaeHus OepemeHHocTM nocae MIT AO «UFPM «TEHETUKO»
HaCTOSAATEABHO PEKOMEHAYET NMPOBEAEHME NpeHaTaAbHOW AMArHOCTUKU AASI MOATBEPXAEHWS BbIBOAOB O
reHeTUYeCcKoM cratyce aMOpPMOHOB, CAEAaHHbIX B xoae MIT.

7. Mbl 3HaeM M COrAaCHbl, YTO BCE AAHHbIE M3 HALUMX MEAWMLMHCKMX 3anuncer MoryT 6biTb MPOCMOTPEHbI
YMNOAHOMOYEHHbLIMW OpraHu3aumsaMm, YNOAHOMOYEHHLIMU 3TUYECKUMU KOMUTETAMMU, YNOAHOMOYUYEHHBIMU
cotpyaHukamun 1 npepctasutensmm AO  «UFPM «TEHETUKO» 1 yNOAHOMOYEHHBLIMW  COTPYAHUKaMU
naptHepoB AO «UIPM «EHETUKO» (B TOM uncAe 3a pybexom) B LEAsIX MPOBEAEHMS HEOBXOAUMbIX
aHaAM30B W/WAM OLEHKWM pes3yabTaToB. Aobana MHOOPMAaUMS O Hac, KOTopas MO3BOAUT OMPEAEAUTb
NPUHAAAEXHOCTb YKa3aHHON MHGOPMAaLIMK HaM, ByAET XpaHUTbCA KOHOUAEHLMAABHO. TOABKO aHOHWMHblE
AaHHblE BYAYT MCNOABb30BaHbl MYBANYHO, B TOM YMCAE B HAYYHbIX NyOAUKALMAX.

8. Mbl paeM coranacve Ha YTMAM3aLMIO UAM Nepepadvy AAS MPOBEAEHUA HayUHbIX MCCAEAOBaHUI 00LMTOB
W/ UAU SMGDMOHOB, Y KOTOPbIX YCTAHOBAEHbI TrEHETUYECKUE HaPYLLUEHUA.

9. Mbl paem coraacue Ha To, 4to obpasel, buomateprana, NOAYUYEHHbIN B LEASIX NPOBEAEHUSA FTEHETUUECKOIO
uccaepoBaHus no ycmotpeHuto AO «UIPM «[EHETUKO» MoxeT OblTb COXpPaHEH W WMCMOAb30BaH AAS
KOHTPOAR (Banmpauum) u apyrnx uener AO «LUIFTPM «TEHETUKO» u ero napTHEPCKUX OpraHus3auui, B
yacTHOCTH, 6e3 pasrAalleHUs MOUX NEPCOHAAbHbIX AQHHbIX, BioMaTepUan MOXET OblTb MCMOAb30BaH AAS
NPOBEAEHMUS  AOMOAHUTEABHOIO TEHETUYECKOrO0 TECTMPOBaHWSA, a TakKkKe AAA  CTaTUCTUYECKMX,
NOMYAALUMOHHbBIX U HaYYHbIX UCCAEAOBAHWN.

10. Mbl TakXe AaeM COrAnacve Ha NPoBEAEHUE AOMOAHWUTEABHOrO MCCAEAOBAHUSI OOLUMTOB W/MAM 3MOPHUOHOB
AAS TOATBEPXAEHUA pe3yAbTaToB [T,

11. Mbl NMPOYAM, NMOAHOCTBIO MOHAAM, NMOAYUYUAN AATUPOBAHHbBIM MOAMMCAHHBIN 3K3EMMAAP U
OBA3YEMCA CAEAOBATb TPEEOBAHUAM AAHHOIO COTAACUA.

OUO NALUMEHTA (neyatHbiMu BykBamm) NOANMUCH DATA (AA.-MMLITTT)

®NO 3AKOHHOIO NPEACTABUTEASA MALIMEHTA, B CAYYAE MOAMMCH
HEOBXOAMMOCTMU (neuatHbiMu BykBamm)

DATA (AAMMLITTT)

®UO NMAPTHEPA (neyaTHbiMu BykBamm) NOANNCHb PATA (AA.MMLITTT)

®NO 3AKOHHOTIO MPEACTABUTEAA MAPTHEPA, B CAYYAE
HEOBXOAMMOCTMU (neyatHbiMu BykBamm)

MOANMUCH DAATA (AA.MMLITTT)

®NO BPAYA, MPOBOAMBLLEIO OBCYXAEHWUE COrAACKUA MOANMUCH DAATA (AA.MMLITTT)

(neyaTtHbIMK BykBaMK)



LleHTp leHeTukn n PenpogyktueHoin MeguumnHbl «fEHETKO»

\.
Gene/o Nuuersus Ne JI0-77-01-017137
Mockea, yn. ly6kuHa, a. 3, kopn. 1/ genetico.ru

NMpuroxeHue K UHPOPMUPOBAHHOMY COrAaCHUIO
NMPEUMIMAAHTALUMOHHOE rEHETUYECKOE TECTUPOBAHUE

Mpy NpenMnAaHTaUMOHHOM TECTMPOBAHMMU OCYLLECTBAAETCA AMArHOCTMKA MOHOTFEHHbIX U XPOMOCOMHbIX
AEDEKTOB Yy OOLMTOB M IMOPUOHA, @ TaKXKe ONnpeAereHUe NoAa aIMBPHOHA AASI NPEAYNPEXAEHUSA HACAEACTBEHHbIX
3ab0AeBaHUN, CLENAEHHbIX C MOAOM. [lpeMMnAaHTaUMOHHOE TecTMpOoBaHWE pa3paboTaHO AAS XKEHLUMH,
UMEIOLWMX BbICOKMN PUCK POXAEHUS AETEM C HACAEACTBEHHOM MNATOAOTMEW, KaK aAbTEPHATUBHbIM METOA
npeHaTaAbHOM AMArHOCTMKW. [Aa@BHbIM MPEUMYLLECTBOM MPEMMMIAAGHTALUMOHHOIO TECTUPOBAHUA SBAAETCA
BO3MOXHOCTb OTKa3a OT MHBA3MBHbIX BMELLIATEALCTB Ha NMAOAHOM ANLE M NpepbiBaHUA 6epeMeHHOCTU B CAyYae
BbIABAEHWUSI MATOAOrMU. MicchepoBaHUA MOTyT ObiTb NPOBEAEHbI HA MOAAPHbLIX TEAbLLAX OOLIMTOB W/WMAM SIAPaXx
6AaacToMepoB aMOPUOHA.

[Moka3aHWs K NPOBEAEHWIO NPEWMNOAAHTALUMOHHOIO TECTUPOBAHWA: PUCK POXAEHUA AETEN C MyTauuen Ar6oro
M3OAMPOBAHHOIO TEHa WAM XPOMOCOMHbIX AHOMAaAMK, BbIABAEHHbIX B pe3yAbTate MEAUKO-TEHETUYECKOro
06cAep0BaHUA (KAMHUKO-TEHEAAOTMUYECKOE UCCAEAOBaHUE, KAPUOTUMMPOBAHUE U AP.).

Matepranbl 1 METOAbI UCCAEAOBAHMWA: TECTUPOBAHWE NPOBOAUTCA C UCMOAB30BAHUEM METOAOB GAYOPECLEHTHOM
rmbpuamnsaumm in situ (FISH) uan noanmepasHon LenHoi peakuuu (MUP).

ONMUCAHUE NPOLEAYP

A. 3kcTpakopnopaAbHOe onAoAOTBOpeHHe (SKO)

Ha TekyLumii MOMEHT 00OUMTbI (ANLIEKAETKN) U IMOPMOHbBI MOXHO M3yUyaTb TOABKO 3KCTPaAKoprnopasbHO. AAst
aToro Tpebyetcs nposepeHne IKO.

B. Broncus oounta 1 ambproHa

MNocae co3peBaHUst U HEMOCPEACTBEHHO NePEA ONAOAOTBOPEHMUEM OOUMT NMPOXOAUT KAETOUHOE AEAEHUE U
pas3AendeTcs Ha HEOOABbLLYIO KAETKY - NEPBOE NMOAAPHOE TEAbLE W 3PEAbI OOUMT, FOTOBYH) K OMAOAOTBOPEHMIO.
lMocae ONAOAOTBOPEHMST OT 3PEAOTrO OOLMTA OTAEASETCS BTOPOE MOAAPHOE TeAbLe, a OMAOAOTBOPEHHbLIA OOLMUT
NOABEpPraeTcs HECKOAbKMM 3Tanam ApobAeHMs B Mpouecce pa3BUTUA ambpuoHa. Ha 3 cyTkv pa3BuTHa 3MOPHOH
COCTOMUT U3 NPUBAU3UTEABHO LLIECTU-BOCbMMU HEAUDOEPEHUMPOBAHHBLIX KAETOK - «BAacToMepoB». [ocaeaytolmne
AEAEHUS KNETOK MPUBOAAT K MOSIBAEHUIO Ha 5 CYyTKM pa3BWUTUSA «OAACTOLMCTbI — 3MOPUOHA, COCTOSILLENO YXE M3
COTEH KAETOK. baacToumMcta COCTOMT M3 ABYX TWUMOB KAETOK: Tpodobaacta/Tpod3aKTopepMbl (M3  KOTOPOM
pa3BMBAETCS MAALIEHTA) U BHYTPEHHEN KAETOUHOW MacChbl (M3 KOTOPOM Pa3BMBAETCS MAOA).

B MNIT 6uoncus - 310 OTAEAEHWE OAHOM WMAM HECKOAbKMX KAETOK OT 3MOPMOHA MAM MOASIPHBIX TEAeL, OT
oouuTa.

buoncua AN NOAYYEHUST KAETOK AAA FTEHETMYECKOro aHaAM3a B 3aBMCMMOCTM OT MOKa3aHWM MOXET
NPOBOAUTLCA HA Pa3AMUHbIX CTAAMAX Pa3BUTHSA: (1) MoryT BbITb MPOBEAEHBLI BUOMNCUS U aHaAM3 NEPBOro U BTOPOrO
NOAAIPHBIX TeAel; u/uam (2) Buoncusa 1 aHaAM3 BracToMepa; u/uaK (3) Broncus U aHaAnM3 KAeTOK TpodobaacTa.
MoAyyeHHble Npu OBMOMNCUM KAETKM MOABEPratoTCs reHETUYECKOMY aHaAM3y C LIEAblD BbISIBAEHUS HaAMuMus
reHeTUYECKNX HapyLLEHWI B OOLMTE MAK SMBpPUOHE.

AHaAM3 XPOMOCOM WAM FEHOB MEPBOrO M BTOPOro MOAAPHbLIX TEAEL, MO3BOASIET NPEACKa3aTb, Kakne M3
XPOMOCOM/TEHOB XEHLLMHbI OCTAAUCb B CO3PEBLUEN OOUMUTE WU BOLLAM B FeHOM 3MOpuoHa. Takum obpa3om npu
TECTUPOBAHWM NOASIPHOIO TEAbLIA aHAAM3UPYETCH TOAbKO BKAAA MaTEPUHCKOro reHoMa B reHOM 3MOpUoHa.

Pe3yAbTaToB aHaAM3a MOASIPHbIX TEAEL, HEAOCTATOUHO, eCAM TpebyeTcs MHPOPMaLMA O FeHETUUYECKOM
BKAAAE MYXUMHbI. B TakmMx caydyanx aHaAn3 NPOBOAWUTCS C MOMOLLBIO Buoncum BaacTomepa Ha CTapaumn APobaeHUs
(0B6bIYHO TPETUIM AEHb), UAM KAETOK TpodobracTa Ha CTapauM BAACTOUMCTbI (NATbIM WMAM LLECTOM AEHb). AHAAM3
reHoma bractomepa MaM Tpopobaacta NO3BOASIET CyAUTb O XPOMOCOMaXx,/reHax byayLLero naoaa U pebeHka.

C. MeTtoabl aHaAU3a
B 3aBucumocTu ot TOro, KakoBa 3apava NpPperMMnAaHTauMoOHHOIo TeCTMpoBaHUA, AAA MOCTAHOBKU AMATrHO3a
MOTIYT ObITb MCMOAB30BaHbI CAEAYOLLME METOAbI:
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MoAaumepasHas uenHasa peakuus (MLP)

AAA ONpeAeneHUs KOHKPETHbIX FeHHbIX MyTauui B MIT MCMOAB3YHOTCA METOAbl YBEAUYEHUSA KOAMYECTBA
AHK. MoanmepasHas uenHaa peakums («MLP») no3BoAsieT MOAyUMTb HEOBXOAMMOE AAS @aHaAM3a KOAMUYECTBO
reHeTMYecKoro Matepuana.

Baaropaps MUP npoussoantcs penavkauma AHK eaMHUUHOWM KAeTKM (amnandukaums): Hutn AHK
MHOIOKPaTHO KOMWUPYIOTCA — 3TO AAeT BO3MOXHOCTb BbIABUTb MyTauun AHK W cUENAEHHbIE C HUMU MapKkepbl.
06bI4HO nocae MLUP-amnAMdUKaumm NPOU3BOAUTCS BbIIBAEHME MYyTaLIMIA NPW MOMOLLIM FeAb-3AEKTPOdOpe3a. Menb-
3INEKTPODOPES - ITO METOA, UCMOAB3YEMbIN AN pa3aeneHus dparmeHtoB AHK no ux pasmepy. MeTtoa oCHOBaH Ha
TOM, 4YTo dparmeHTbl AHK pas3Horo pas3mepa ABWMXYTCS B SAEKTPUYECKOM MOAE 4epe3 CheuManbHbli FeAb C
pa3HOM CKOPOCTbHD. 3TO NO3BOASET OTAMUUTL HOPMAaAbHbIE FreHbl OT MYTUPOBABLLMX.

AHaAU3 CLLENAEHUSA MEXAY NreHHbIMU AOKyCaMu (KOCBEHHAA AMArHOCTUKA)

AAA NOBbILLEHWSA TOYHOCTU BbIABAEHWUSI TE€HHbIX MyTauMi MPOBOAAT @aHAAM3 CLUEMNAEHUS MEXAY FEeHHbIMM
Aokycamu. KopoTkue TaHaeMHble nosTopbl (STR) B AHK npeacTaBAsitoT coO0M yyacTKM U3 ABYX MAM Bonee
NOBTOPSAIOLLMXCA  HYKAEOTMAOB. 3ITM  STR  yHWMKaAbHbl ANl KOHKPETHOrO yyacTka Xpomocombl. STR,
pacnoAaratolLMecss AOCTAaTOMHO OAM3KO K MeCTy MyTauuMu reHa, MOryT ObiTb MCMOAb30BaHbl AAS MOBbILLIEHUS
TOYHOCTU OMPEAEAEHWUA HaAMUMS MyTaumMui. B HEKOTOpbIX CAyyasx aHaAu3 HaAM4YMA MyTauuu MOXET ObiTb
NPOBEAEH TOABKO C UCMOAB30BAHWMEM METOAA CLEMAEHHbIX MapKEPOB.

CpaBHUTEAbHasA reHoMHas rubpuamsauma Ha umnax (aCGH) - MNIT Ha 46 xpomocom

CpaBHUTEAbHAA TEHOMHas TrMbpuaM3auMsa - 3T0 MUKPOMATPUUHAA TEXHOAOTUSA, KoTopasi MO3BOASET
cpaBHWUTb 06pasel, AHK ambproHa ¢ KOHTPOAbHBIM 06Pa3LOM C UCMOAb30BAHWEM AECATKOB ThICAY FEHETUYECKMX
MapKepoB AASl BbIIBAEHUS Pa3AMUHbIX XPOMOCOMHbIX abeppaumit. AAsT KaXAoro amOproHaAbHOro obpasua 13
MOAYYEHHbIX AAHHbIX KOMMbOTEP CO3AAET XPOMOCOMHYIO KapTy. CneumManmncTbl paclumMdpoBbIBatOT AQHHbIE U AAHOT
AETAAM3NPOBAHHbIN FTEHETUUECKWUI OTUET.

CekseHunpoBaHue HOBOro nokoAeHus (NGS) - MIT Ha 46 xpomocom

CeKBEHUPOBaAHWE HOBOIO MOKOAEHWSI MO3BOASIET MOAYUWUTb GOAbLLOE KOAMUECTBO KOPOTKMX MPOYTEHMN
obpasua AHK. Mo KOAMYECTBY NPOYUTEHUIN, MPUXOAALLMXCH Ha AOAD Pa3HbIX XPOMOCOM, MOXHO C BbICOKOM
TOUYHOCTbIO OMNpPEeAeAUTb U3ObITOK MAM HEAOCTAaTOK MaTepuana, COOTBETCTBYHOLLErO LEAOM XPOMOCOME UAU ee
NPOTAXEHHOMY YUYaCTKYy.

PUCKW NPU NMPOBEAEHWUW NMPEUMMIMAAHTALMOHHOIO rEHETUYECKOIO TECTUPOBAHUA

HeBepHas NocTaHOBKa AMArHo3a: HeMpPaBWAbHbINA AMArHO3 MOXET ObiTb MOCTABAEH B CBSI3U CO MHOTMMM
NPUUYUHAMM, BKAKOUAS, HO HE OrPaHUUYMBANACH, CAEAYHOLLIMMMU:

1. BoinapeHue anneneit (Allelic dropout, ADO) - ADO MOXEeT NPOn30M1TUH, ECAU OAHA UAK 06e konun AHK He
aMIAUPUUMPYIOTCH MAM aMNAMDULIMPYHOTCH NAOX0. PUCK NOCTAHOBKKW HEMPABUAbHOIO AnMarHo3a npu ADO 3aBuCHT
HEMOCPEACTBEHHO OT TUMA MNPOBEAEHHOM OMONCUM WM TUNA TFEHETMUYECKOro HapyLLUEHWs,, MO MOBOAY KOTOPOro
NPOBOAMAOCH TECTUPOBAHUE, BHE 3aBUCMMOCTM OT HACAEAOBAHUS NO MATEPUHCKON UAM OTLIOBCKOWM AMHWKU. PUCK
UMMAGHTaUMKM 60oAbHOrO 3aMOpuoHa, KoTopbid B pesyabtate [T 6biA OWKMOOYHO MPM3HAH HOPMAAbHbIM,
oueHuBaeTca oT 2 po 10%. OpAHAKO MPU UCMOAL30BAHMW KOCBEHHOW AMArHOCTUMKWM B AOMOAHEHME K MPSMOMY
METOAY OLEHKU KAETKU (KAETOK) LLaHC HEBEPHOM NOCTAHOBKU AMArHo3a CyLLEeCTBEHHO CHUXaeTCS.

2. Mo3anumam - npu TeCTUPOBAHMUM SMOPMOHA HA aHEYNAOUAMM aHAAU3 OAHON KAETKU MOXET HETOYHO
oTpaxaTb COCTOAHUE OCTaAbHbIX KAETOK 3MOPHUOHA. ITO ABAEHWE M3BECTHO Kak MO3aULMU3M (KAETKU C Pa3AUYHbIM
reHeTMYecknum Habopom B OAHOM 3MOpHOHeE). HanbonblLMii ypoBeHb Mo3aunumama HabatopaeTes y aMOproHa Ha
TPETUI AEHb Pa3BUTUA (PUCK OKOAO 15%). ITO MOXET NPUBECTU K TOMY, UTO B pe3yabtaTe MIT 6yayT o6HapyXeHbI
M3MEHEHUA B HOPMaAbHOM 3MOPUOHE U 3TOT IMOBPUOH ByaeT
oTbpaKkoBaH, Kpome Toro, HaobopoT, MIT MOXET AaTb HOPMaAbHbIA PE3YALTAT U 3TO MOXET NPUBECTU K NMOACAAKE
3M6pUOHA C HAPYLLIEHUAMU (AaHEYNAOUAMEN).

3. HeonpepeneHHble pe3yAbTaTtbhl. B HEKOTOPbIX CAyYasx OKa3blBaeTCs HEBO3MOXHbBIM MOAYYUTb TOUHbIN
pesyabtaT MIT. B Takux cutyaumsax MNIT-KOHCYAbTaHTbl U Bpaun OOBACHAT BO3MOXHbIE BapuaHTbl, Hanpumep,
BO3MOXHYO NMOACAAKY SMOPMOHOB MAM NPOBEAEHUE MOBTOPHOM BMOMNCUMN.
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4. MoBpexaeHWe oouuTa UAM 3MOPUOHA. broncus KAETKM MOXET NMPUBECTU K Pa3pyLLEHWUIO OOLMTOB UAK
3M6PUOHOB MAM K HapyLLEHWIO ONAOAOTBOPEHUSA OOLIUTOB AWM Pa3BUTUSA 3MOPUOHA NPU KYABTUBMPOBaHUW. 3abop
KAETOK/3MOPUOHOB AAA aHaAM3a TakKe COMPSKEH C HEOOAbLLIOM BEPOSATHOCTbIO TOrO, UYTO KAETKU/3MOPMOHDI
MOTYT BbITb MOBPEXAEHbI UAW MOTEPSIHLI, B pe3yAbTaTe yero nposeaeHune MNIT MOXET cTaTb HEBO3MOXHO.

5. CHUXeHUe BepOATHOCTU HacTynaeHus 6epemMeHHOCTU. O6blYHO AAA MepeHoca B MOAOCTb MaTKW Mpu
npoBeaeHnr npoueaypbl IKO BbibUpatoTca aMOPUOHBI, MOKa3aBLUWE AyYLLEE Pa3BUTUE U BbIFASAALLIME Hanboree
3A0POBbLIMW NPU U3YUYEHWUM MOA MUKPOCKOMOM (MOpdOAOrMUeckn). Pe3yabTaTbl npoBeaeHus MIT MoryT nokasatb,
UTO HanboAEe XOPOLLO BbIFAAASALLME 3IMOPUOHbI HE MOTYT 6bITb UCMOAb30BaHbI B CBSI3U C TEM, UTO HECYT B cebe To
WUAW MHOE reHeTMYeckoe HapyleHue. Npu nepeHoce MeHee KauyeCTBEHHbIX C TOUKM 3peHUs MOPPOAOrMUECKMX
Kputepres aMOPUOHOB LLIAHChI 3abepeMeHEeTb MOTYT CHUXATbCS.

B HEKOTOpPbIX CAyyasix BCE MPOBEPEHHble 3MOPUOHLI MOMYT MUMETb HapyLleHWs, U HWU OAMH 3IMOPUOH
HeAb3s ByAeT PEKOMEHAOBATL AASI MepPeHoca.

6. HexusHecnocobHas 6epemeHHOCTb. bepeMeHHOCTb, KoTopas HacTynuAa B pe3yAbTaTe nepeHoca
9M6pPUOHA, MOXET 3aKOHUYMTbCA CMOHTAHHbIM abopTOM (HEBbIHALUMBAHWEM), MOXET OblTb 3KTOMUYECKON
(TPyOHOR), MAM NPUBECTU K POXAEHWIO MEPTBOro MNAoAa. MOMWMO 3TOro, MOryT pas3BMBaTbCA MHOTOMAOAHLIE
6epeMeHHOCTM  (ABOWHMW,  TPOMHM),  COMPOBOXAAMKLIMECA  COYETAHHBIMU  OCAOXKHEHWUAMW,  BKAKOYAS
NPexXAeBPEMEHHbIE POAbl M TMNEPTEH3UIO Mpu BepeMeHHOCTU. AA BepeMeHHOCTM, HacTynuBLUEW MOCAe
npoBeaeHns KO u MNIT xapaKTepHbl BCE OCAOXKHEHMS eCTECTBEHHON HEPEMEHHOCTH, BKAKOUAA PUCK aKyLLEPCKUX
OCAOXHEHUN. PUCK KaKOro-AMbo M3 CyLLECTBYIOLLIMX OCAOXHEHMH MOXET ObiTb Bbille Mpu OGepeMeHHOCTH,
HacTynuBLuen nocae nposepeHnss AKO u MIT, uem Npu ecTecTBEHHOM BEPEMEHHOCTH.

7. Apyrve HapyweHus. Y pAeTei, poauBLUMXCA Npy nomoLim KO, nocare BUONCUN KAETOK U FEHETUUYECKOTO
aHaAM3a, MOryT BO3HMKaTb BPOXAEHHbIE aHOMaAWUK, AEPEKTbI, FTEHETUYECKME aHOMAAUK, YMCTBEHHAA OTCTAAOCTb
W/UAM  APYTME BO3MOXHbBIE OTKAOHEHMS OT HOPMbl (TaK Xe, Kak U Yy AeTel, POXAEHHbIX B pe3yAbTaTte
€CTEeCTBEHHOro onaopotBopeHua 6e3 TIT). B HacTosilee Bpems WCCAEAOBAHWS MOKa3bliBatOT, 4YTO MOCAE
npoBeaeHns TMIT pUCK BPOXAEHHbIX aHOMaAUMM YBEAMUMBAETCA HEe3HAUYMTEAbHO, W 3TOT 3ddeKT B OOAbLUEW
CTENEHU CBSA3aH CO 3A0POBLEM TEX Map, KOTOPbIE BbIHYXAEHbI MCMOAb30BaTb IKO.

MIT AR BbISBAEHWUS] HAPYLLEHWUA €AMHUYUHbBIX TEHOB MPOBOAMTCS C Havana 1990-x ropoB — BO3MOXHO, Y
AeTeN, POXAEHHbIX B pesyabTate KO u MIT, OTKAOHEHUSA MOTYT HE MPOABASITLCS A0 ONPEAEAEHHOrO BO3pacTa, U B
HacToslLLee BPEMS OHWU HE U3BECTHbI.

ANbTEPHATUBbI NMPEUMNAAHTALIUOHHOIO TEEHETUYECKOIO TECTUPOBAHUA

CyLLIECTBYIOT APYrMe cnocobbl POXAEHUSA 3A0POBLIX AETEM AASI Nap, UMEKLWMX PUCK MNepepauun
reHeTUYeCKnx AepeKToB NOTOMCTBY:

1. bepemMeHHOCTb, HaCTyNMUBLLAA €CTeCTBEHHbIM cnocobom MAM npu nomowm BPT 6e3 npeHaTaAbHOM
AMarHoctukn u MIT (A@HHbIA BapyMaHT COMPSXeH ¢ HanbOoAbLLMM PUCKOM nepepaun pebeHKy HaCcAeACTBEHHOIO
3aboneBaHus).

2. lNpeHaTanbHan AMArHOCTMKa NpW NOMOLLM BUOMNCUKM BOPCUH XOpuoHa (BBX) nAM amHWoOUEHTe3a npu
6epeMeHHOCTH, HacTynuBLuen 6e3 MNIT.

3. McnoAb3oBaHWE AOHOPCKMX MOAOBbLIX KAETOK. ECAM XEHLWMHa ABASIETCA HOCUTEAEM TEHETUUYECKMX
HapyLIEHWI, TO MOIYT BbITb UCMOAb30BaHbI AOHOPCKME OOLMTbI, KOTOPbIE HE MMEIOT BbIABAEHHbIX HapyLUEHWHN.
EcAM HOCMTEAEM TEHETMUYECKOrOo HapyLlEeHWA SBASETCA MyX4YMHa, TO MOXET OblTb MUCMOAb30BaHa AOHOPCKas
cnepma. Mcnoab3oBaHWe AOHOPCKOTO PEMPOAYKTMBHOIO MaTepuana CHWXAET MAM AaXe YCTpaHSAEeT pPUCK
nepeaAayvm reHeTMYECKUX HapyLeHUI NOTOMCTBY.

4. YCbIHOBAEHWE — Napa MOXET CO3AaTb CEMbIO 6E3 POXAEHUS pebeHKa.



