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MH®OPMWUPOBAHHOE COINNACUE HA OKA3SAHUE YCIYT
Mo NPEMMNNAHTALMOHHOMY N'EHETUHECKOMY TECTUPOBAHUIO SMBPUOHOB(MIT)

Hacroawee nobpoBosbHOE cornacue COCTaB/AeHO B COOTBETCTBUM PepepasnbHbiM 3aKoHOM PP o6 ocHoBax
OXpaHbl 340p0BbA rpaxaaH B PO ot 21 Hoabpsa 2011 r. Ne323-P3.

NauwneHT:

(ouno, nacrnopmedeoie OaHHble, adpec peaucmpayuu)
NapTHep:

COIMNACHUE HA YHACTUE

Mbl noayuymam konuto atoro Cornacms M BHUMATENbHO O3HAKOMMW/IUCL C €ro cogepraHuem. Mol
NPUHMMAEM BO BHMMaHWEe, U Ham Oblna gaHa BO3MOXKHOCTb CaMOCTOATENbHO M3YuUTb, 3a4aTb BOMNPOCHI O
npoueaypax, pUuckax, NoTeHUMaAbHbIX UCXO4aX, a/bTePHATMBAX U AONONHUTENbHbIX YCA0BUAX OTHOCUTENBHO I,
9KO 1 ntobbix cBA3aHHbIX Npoueaypax 1 cnocobax neyeHuns. Mbl NONYYUIM YAOBAETBOPUTENbHbIE OTBETHI Ha BCE
HaWwKW BONpoCbl. HMxecneayoWmMM Mbl NoaTBEPKAAEM, YTO Ham 6blna JaHa BO3MOXHOCTb 06cyauTb Ntobble
BOMPOCHI 3aKOHa M 3TUKM B OTHOWEHUU ncnonbzoBaHua MIT, KO 1 nobbix Apyrrux CBA3aHHbLIX npoueayp u
crnocoboB neyeHns, a TaKxKe pgaHHoe Cornacve c OObIMM  KOHCY/NbTaHTAaMK, agBOKaTamu, lOpPUCTamMu,
ncuxotepanesTamu U ApyrMummn npopeccuoHanamm, KOTopbIX Mbl BbIOPasnM, U Mbl MOAYYUAN YO0BAETBOPSAIOLMNE
HaC OTBETbI MO BCEM HOPUANYECKMM U STUHECKMM BOMPOCAM.

MoanucbiBas AOKYMEHT, Mbl iaeM camocTosaTeNnbHoe cornacue Ha NI, 9KO un nobble gpyrue ceA3aHHbIe
npoueaypbl U MeToapbl IeYEHMA, U Mbl MPUHMMAEM W COFNALLIAEMCA HA COMNYTCTBYHOLWME PUCKU. Mbl MOHUMaAEM,
YTO HET YBEPEHHOCTUN B TOM, YTO HAaCTYNUT BepeMeHHOCTb MU POXKAEHME KNBOFrO pebeHKa, Nan YTo poaAnNBLUMNICA
pebeHOK He ByaeT MMeTb FreHEeTUYECKMX HapyLeHW. Mbl MOHMMAEM WU COFMIALLAeMCs C TeM, YTO Ham He JatoT
HUKaKMX rapaHTUi KacaTe/ibHO BO3MOXHbIX MCXOA0B AaHHbIX Npoueayp. Mbl co3Haem, YTO NpoLLeaypbl ABAAKOTCA
JKCNnepumeHTaibHbiIMU, U YTO HET yBEPEHHOCTU B TOM, YTO OHU MNPUHECYT NOsb3y AONA npenoTspalleHuA
3aboneBaHuA.

1. Mbl noatBepXaaem, YTo Ham bblna nNpegocTaBnAeHa BO3MOXHOCTb 06cyanTb ¢ MIT-KOHCyNbTaHTOM Bce
MHTepecylowme 1 HENOHATHbIE HaM BOMPOCHI.

2. Mbl noHumaem, uyto MIT ambpuoHos, nposogumoe OO0 «UIPM «TEHETUKO», sBnsetca TOYHbIM WM
3pPEeKTUBHbIM METOAO0M ONpeaeneHns reHeTUYECKUX HapyLeHUn Yy SMOPUOHOB, 0O4HAKO TOYHOCTb HE paBHa
100%.

3. Mbl noHMmaem, 4yto MIT sMBPMOHOB, HanpaBNEeHHOE Ha BbiABJAEHME ONpeseNeHHOro TUNa HapylleHuH,
MOXET BbIIBUTb TO/IbKO 3TOT TUM HApyLIEHWA M HUKAKOM pgpyroi, Hanpumep, MIT Ha 46 Xxpomocom
HaMnpPaB/IEHO Ha WCK/AOYEHME aHeynaouaniA y SMBPUOHOB M KPYMHbIX XPOMOCOMHbIX abeppauuini U He
BbIABAAET MpoYMe reHeTUYeckne aHoManuu, Hanpumep, MOHOreHHble HacneacTBeHHble 3abosneBaHusA,
NOAUNAOUAMNIO, MUKPOAENELUMOHHbIE CUHAPOMbI, MHOTOdAKTOPHbIE HacieacTBeHHble 3a60neBaHuA.

4. Mbl NOHMMaEM, YTO B PEAKUX C/y4Yasx Pes3y/bTaT TeCTUPOBAHMA MOXKET OblTb He MOJIyY4eH MO MpUYnHe
oTcyTcTBUA amnamdukaumm AHK (HEBO3MOMXKHOCTM NONYYEeHUA 40CTaTOYHOro A4 aHanun3a Koandectsa AHK)
B NpeaocTaBiaeHHOM obpasue uamn aerpagaunmn OHK (HeyaosneTsoputenbHoro Kadecrsa [AHK) B o6pasue.
Kpome TOro, B pegKmx cayvyasx BO3MOXKHO MOJAyYEHUE HEONpeaeNeHHOro pesynbrata. B Takmx cuTyaumax
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an-KOHCVIIbTaHTbI 1 Bpayun 06BACHAT BO3MOMKHbIE BapwmaHTbl, HANpPUmep, BO3MOXKHbIM nepeHoc 3M6pVIOHOB
nnn nposeaeHme ﬂOBTOpHOVI 6uoncum.

MbI NOHMMaeMm, 4To obpasubl 6MONOrMYECKUX MaTepPManoBs, NosyY4eHHbIX oT Hac B xoge MNI'T, 9KO un ntobbix
CBA3aHHbIX Mpoueayp, MoryT 6biTb nepeaaHbl APYroM KOMMNaHUKM UAM KomMnaHuam, paboTatowmm ¢ 000
«UPM «FEHETUKO», gns nposeseHMAa HeobXxoauMMbix aHann308. Mbl MOHMMAEM, YTO 3TO 3HAYUT, YTO HALUK
6unonormyeckme obpasubl MOryT 6bITb OTRPABAEHbI B APYINE CTPaHbI.

Mbl MOHMMaem, 4TO B C/y4yae HacTynneHuAa bGepemeHHocTn nocne MNIT OO0 «UIMPM «TEHETUKO»
HACTOATE/IbHO PEeKOMEeHAYeT npoBeAeHue MnpeHaTasibHOW AMArHOCTUKM ANA NOATBEPXKAEHWUA BblBOLOB O
reHeTUYeCcKOM cTaTyce SMBPMOHOB, caenaHHbIX B xoae MIT.

Mbl 3HaemM M COFacHbl, YTO BCE AAHHbIE M3 HALWMX MEAMUMHCKMX 3anuce moryT BbiTb MPOCMOTPEHDI
YNONHOMOYEHHbIMW OPraHM3auMAMM, YNOJHOMOYEHHBbIMWU 3TUMECKMMU KOMUTETAMMU, YIMOJHOMOYEHHbIMMA
cotpygHukamm un npeacrasutenamm OO0 «UMPM «EHETUKO» n ynonHOMOYEHHbIMW COTPYAHUKamMu
naptHepos 000 «UIPM «TEHETUKO» (B Tom uncne 3a pybexkom) B LeAX NpoBefeHuns Heobxomumblx
aHanAM30B W/MAN OUEHKWM pe3ynbTaToB. Jliobas MHPOpMaLMsA O Hac, KOTopas MO3BOAWUT onpenenuTb
NPUHAANENKHOCTb YKa3aHHON MHPOPMaLUKM HaMm, ByAEeT XPaHUTbCA KOHPUAEHLMANBbHO. TObKO aHOHUMHblE
AaHHble 6yayT MCNOb30BaHbl NY6ANMYHO, B TOM YMC/IE B HAYYHbIX NYOAMKALMAX.

Mbl faem cornacue Ha yTUAM3aUMIO UK Nepegady 41A NPoBeSeHUA HayYHbIX MCCﬂeAOBaHMﬁ oouunTos M/MHM
3M6pMOHOB, Y KOTOPbIX YCTAHOB/1IEHbI rEHETUYECKNE HapyLLEeHUA.

Mbl faem cornacue Ha To, YTo obpasel, Bromatepuana, NOAYYEHHbIN B LENAX NPOBEAEHUSA FEHETUYECKOTO
nccnepoBaHusa no ycmotpeHuto 000 «UIPM «TEHETUKO» morKeT BbiTb COXpPaHEH U MCMNOJIb30BaH ANs
KOHTpoAns (Banunpaumu) u gpyrux uene 000 «UIPM «TEHETUKO» u ero napTHEPCKMX OpraHWsaumi, B
YyacTHoCTKM, 6e3 pasrnaeHns MOUX NePCOHANbHBIX AaHHbIX, BMOMaTepMan MoKeT 6biTb UCNONb30BaH A/1A
nposeaeHWA  OONONHUTENbHONO rEeHEeTUYEeCKOro TeCcTUPOBaHMA, a TaKXKe ANAa  CTaTUCTUYECKMX,
NONYNALMOHHbBIX U HAYYHbIX UCCNEe0BaHUN.

Mbl TaK»Ke Aaem coriacue Ha nposeAeHMe A0MNOJHUTENbHOMO UCCAeA0BaHMA OOLMUTOB U/nanM smB6pUoHOB
Ana noarsepaeHua pesynbtatos M.

Mbl MPOY/IN, NOMIHOCTbIO MOHANN, MONYYUNN OATUPOBAHHBLIM NOANUCAHHBIM 3K3EMMAAP U
OBA3YEMCA CNNIEAJOBATb TPEEOBAHUAM AAHHOIO COIMMACKUA.

[el7]

O NALIMEHTA (neuaTtHbimu 6ykBamm) noanncb OATA (OA.MM.ITTT)

[el7]

O 3AKOHHOTO NPEACTABUTENA MNALUEHTA, B C/TYHAE noanmch JATA (4. MM.ITTT)

HEOBXOAMMOCTU (nevyatHbimu BykBamu)

[ol7]

O MAPTHEPA (neuyaTtHbiMu bykBamm) noAnncb OATA (AO.MM.ITTT)

[ol7]

O 3AKOHHOrO NPEACTABWUTENA NAPTHEPA, B C/TYHAE NOANUCh JATA (44.MM.ITTT)

HEOBXOAMMOCTMU (neuyaTHbiMU BykBamm)

o7

(ne

O BPAYA, MPOBOAMBLLETO OBCYXKAEHME COTNIACUA noanncb OATA (A0.MM.TTTT)

YaTHbIMK ByKBaMu)
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MpunoxeHue K UHPOPMMPOBAHHOMY COINACUIO
NPEMMNNAHTALULUOHHOE FTEHETUYECKOE TECTUPOBAHUE

Mpy NPeMMnAaHTaLMOHHOM TECTUPOBAHMM OCYLLECTBASETCA AMArHOCTMKA MOHOTEHHbIX M XPOMOCOMHBbIX
AedeKToB y 0OLMTOB M IMBPUOHa, a TaKKe onpegeneHre noaa ambpuoHa ana npeaynpexaeHUa HacneACcTBEHHbIX
3ab60/1eBaHWI, CLENIEeHHbIX C NosoM. MpeMmnaaHTauMoHHOe TeCTMpoBaHME Pas3paboTaHo ANA KEHLLMH, UMEeoLWMX
BbICOKMI PUCK POXKAEHMA AeTel C HacNeACTBEHHOM MaTo/orMei, Kak asbTepHaTWMBHbIM MeToh NpeHaTasibHOM
ANArHOCTMKU. [N1aBHbIM NPEMMYLLECTBOM NPEUMMNNAHTALMOHHOMO TECTUPOBAHNA ABNAAETCA BO3MOMKHOCTb OTKasa oT
WMHBA3WBHbIX BMELUATe/NbCTB HA NJOAHOM AlUE WM NpepbiBaHUA 6GepeMeHHOCTM B C/lyYae BbiABJAEHMUS MaTOJIOTUMN.
NccnenoBaHma MoryT HbITb NpoBeAeHbl Ha NOMIAPHbLIX TENbL,AX 00LMUTOB U/ unn sapax 6aactomepos smbpuoHa.
MoKasaHWA K NPOBEAEHWUIO NPEMMNIAHTALMOHHOIO TECTUPOBAHUA: PUCK POXKAEHWA AeTell ¢ myTauuei nwoboro
M30/IMPOBAHHOIO reHa WAM XPOMOCOMHbIX aHOMa/IMM, BbIABAEHHbIX B pe3y/abTaTe MeAMKO-TeHEeTUYECKOro
06cnefoBaHUA (KAMHUKO-TeHeanormiyeckoe UccnefoBaHne, KapuoTUNMpPoBaHue u ap.).

MaTepuasabl U MeTOAbl UCCEL0BAHUA: TECTUPOBAHNE MPOBOAMTCA C UCMO/Ib30BAaHNEM MeTOL0B GyOopecLEeHTHOM
rmépuamsaumu in situ (FISH) nam nonnmepasHoit uenHoi peakumm (MUP).

OMUCAHUE NMPOLEAYP

A. DKcTpaKopnopaabHoe onaoaoTeopeHue (SK0)

Ha TeKyLMIN MOMEHT 00UUTbI (ANLLEKNETKN) U IMBPUOHDBI MOXHO M3y4yaTb TO/IbKO 3KCTPaKopnopanbHo. s
aToro Tpebyetca nposeaeHune IKO.

B. Buoncus ooumTta M ambpuoHa

Mocne co3peBaHWA U HENOCPEACTBEHHO Nepes, ona040TBOPEHMEM OOLMT NPOXOAUT KNETOYHOE AeNeHne U
pasgenneTtca Ha HebOoNbLIYIO KEeTKY - NepBoe NONAPHOE Tesble UM 3pesblii OOUUT, FTOTOBYHO K OMNJIOAOTBOPEHMIO.
Mocne onso4OTBOPEHMA OT 3PEsIOro OoumUTa OTAENAETCA BTOpOe NOAAPHOE Tesble, a ONJI0A0TBOPEHHbI 00oLMUT
NnoABepraeTcs HEeCKOJIbKMM 3Tanam ApobneHus B npouecce pa3BuUTUA ambpuoHa. Ha 3 cyTKM pa3BuTUA SMBPUOH
COCTOMUT U3 NPUBAM3IUTENbHO LIECTU-BOCbMU HeanddepeHLMpPoBaHHbIX KNeToKk — «baactomeposy. MNocneayouimne
OeNeHUs KNeToK NPMBOAAT K NOABMEHUIO Ha 5 CYTKMU pa3BUTUA «BaacToumucTbi» — SMOPUOHA, COCTOALLLErO YXKe U3
COTEH KNeToK. baacTtouuncra cocTouT U3 ABYX TUMNOB KNeToK: Tpodobnacta/Tpodaktoaepmbl (M3 KOTopoit pa3BuBaeTca
naaueHTa) U BHYTPEHHEN KNeToYHOM Macchl (M3 KOTOPOI pa3BMBaeTCA NAoA).

B MNIT 6uoncma - 3To oTaeNeHne 0AHON UAN HECKONIbKUX KAETOK OT 3MBPMOHa MAM MNOAAPHbLIX Tenel, oT
ooumTa.

buoncua AnA NoAyyeHUs KAETOK ANA FeHEeTUMYECKOro aHanv3a B 3aBUMCMMOCTM OT MNOKasaHWin MoKeT
NpPoBOAMTHLCA HA Pa3/IMYHbIX CTaanAxX pa3suTua: (1) moryT 6biTb NpoBeAeHbl GMONCUA U aHaNN3 NepPBOro U BTOPOro
nonapHbIx Teneu; u/man (2) 6uoncma n aHanms 6aactomepa; n/mnm (3) buoncma M aHanns Knetok Tpodobnacra.
MosnyyeHHble NpuU BUOMNCUM KNETKM MOABEPratoTCs FeHEeTUYECKOMY aHa/n3y C Lefiblo BbIIBEHMSA Hanuuus
reHeTMYeCKMX HapyLLUeHN B ooLUTE UK SMBPUOHE.

AHaNM3 XPOMOCOM WM TEHOB NMEPBOro M BTOPOro MOASPHbIX Tesel, NO3BOAAET NpeacKasaTb, Kakue u3
XPOMOCOM/TEHOB KEHLUMHbI OCTa/IMCb B CO3PEBLUEN OOUMTE W BOLLAW B reHOM 3mbpuoHa. Takum obpasom npu
TECTUPOBAHWUM NONAPHOrO TebLA aHA/IM3MPYETCA TONbKO BKAAA MAaTEPUHCKOIO reHOMa B reHOM 3MBPUOHa.

Pe3ynbTaToB aHanM3a MOAAPHbIX Tesnel, HeaocTaTouyHo, ecnu TpebyeTca MHPOpMaLMA O FeHEeTUYECKOM
BK/1age MYKUYMHbI. B TaKMX cnyyasx aHaans npoBoguTCA C MOMOLLbIO 6uoncuu bhactomepa Ha cTaaumn apobnexHun
(0BbIYHO TpeTUii AeHb), Unun Knetok TpodobnacTa Ha cTaaumn 61acToUMCTbI (NATLIN UK WEeCTON AeHb). AHann3 reHoma
6nactomepa uam Tpodobnacta No3BOAAET CYyAUTb O XPOMocomMax/reHax byayuiero nioaa u pebeHka.

C. MeToabl aHanm3a
B 3aBMCMMOCTM OT TOro, KakoBa 3a4aya NpPeMmnaaHTaLMOHHOro TeCTUPOBAHUA, A1A NOCTAaHOBKM AMArHO3a
MOTYT BbITb UCMO/Ib30BaHbI CAEAYIOLINE METObI:
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MonumepasHas yenHasa peakuus (MLP)

[ns onpepeneHna KOHKPETHbIX reHHbIXx myTauuii B NIT MCNOAb3yOTCA METoAbl YBEIMYEHUS KOAMYECTBA
OHK. NonumepasHaa uenHas peakuus («MLP») nossonser noayuyutb Heobxogumoe ANa aHa/n3a KoMYecTBO
reHeTMYyeckoro matepuana.

Bbnarogapa MUP npoussoantca penaunkauma OHK eguHuyHOW KneTku (amnandukaumsa): Hutn OHK
MHOTOKPATHO KOMWUPYIOTCA — 3TO AAeT BO3MOXHOCTb BbiABUTb MyTauuu OHK un cuenneHHbie ¢ HUMKU MapKepbl.
O6bl4HOo nocne MLP-amnandmKkaunm nponssBoamnTCA BbiIABAEHWE MyTaLMiA NPWU NOMOLLK refib-anekTpodopesa. Menb-
anekTpodopes - 3T0 MeToa, UCNoNb3yeMbl Ans pasaeneHuns pparmeHtos AHK no nx pasmepy. Metoa ocHoOBaH Ha
TOM, 4TO PpparmeHTbl JHK pasHoro pasmepa ABUKYTCA B 3/IEKTPUYECKOM NOJE Yepes CheLmanbHblil Frenb C Pa3HoM
CKOPOCTbIO. 3TO NO3BONAET OTAIUUYUTL HOPMaAbHbIE FreHbl OT MyTUPOBABLUKX.

AHanu3 cuenneHusa mexay reHHbIMM JIOKycamu (KocBeHHasA A4UarHoCcTUKa)

[NnA NoBbIWEHWA TOYHOCTU BbIABJAEHUS FeHHbIX MyTaLMil NPOBOAAT aHa/NM3 CUENAEHUS MEeXAY FeHHbIMM
nokycamu. KopoTkue TaHgemHble nosTopbl (STR) B AHK npeacTtaBnstor coboli yyacTku u3 AByx uan 6onee
NOBTOPAIOWMNXCA HYKNeOoTAO0B. ITN STR YHUKaNbHbI A1 KOHKPETHOTO Y4acTKa Xpomocomsl. STR, pacnonaratowmecs
[A0CTaTO4HO BAM3KO K MECTy MyTauMu reHa, MoryT 6biTb MCMOb30BaHbl 417 MOBbILEHWA TOYHOCTU onpeaeneHus
HaAMuMA MyTaummn. B HEKOTOPbIX CAy4anxX aHaAM3 HaAMuMa MyTauuMM MOKeT 6biTb NpoBegeH TOMbKO C
NCMNO/Ib30BaHNMEM METOAA CLIEMN/IEHHbIX MapKePOB.

CpaBHUTeNbHaA reHOMHaA rmbpugusaumna Ha umnax (aCGH) — MIT Ha 46 xpomocom

CpaBHUTENbHAsA reHOMHas rMbpuaM3aLms - 3TO MUKPOMATPUYHAA TEXHOI0TUA, KOTOPas NO3BOISIET CPABHUTD
obpasen, AHK ambpuroHa ¢ KOHTPOIbHBIM 06Pa3LOM C UCNO/Ib30BAHNEM AECATKOB ThICAY FrEHETUYECKUX MAPKEPOB
AN BbIAB/IEHUA Pa3/IMYHbIX XPOMOCOMHbIX abeppauuii. Ona Kaxkaoro ambproHasibHOro obpasua U3 nosy4eHHbIX
OAHHbIX KOMMbIOTEP CO34aeT XPOMOCOMHYK KapTy. Cneunannctbl paclmMdpoBbIBAlOT AaHHble W paioT
[ETa/IM3NPOBAHHbIN FreHEeTUYECKMIA OTYET.

CeKkBeHUpoBaHue HOBOro nokosieHua (NGS) — NIT Ha 46 xpomocom

CeKBEHMPOBAHME HOBOrO MOKONEHWUS MO3BOJSAET NOAYYUTb DBONbLIOE KOMYECTBO KOPOTKMX MPOYTEHUN
obpasya AHK. Mo KonmyectBy MNPOYTEHUN, NPUXOLALLMXCA Ha A0 PasHbIX XPOMOCOM, MOXHO C BbICOKOWM
TOYHOCTbIO ONpPeaennTb M3ObLITOK WAM HEeAOCTAaTOK MaTepuana, COOTBETCTBYIOWErO LLe/IOM XPOMOCOME WUAWN ee
NPOTAXEHHOMY Y4aCTKY.

PUCKU NPU NPOBEAEHUUN NPEUMNNTAHTALMOHHOIO FTEHETUYECKOIO TECTUPOBAHUA

HeBepHasa NoCTaHOBKAa AMarHoO3a: HeNpPaBW/IbHbIN AMArHO3 MOXKET BbiTb NOCTaBAEH B CBA3W CO MHOMMMU
NPUYMHAMM, BKILOYAA, HO HE OTPAHNUYNBAACD, CAEAYIOLUMU:

1. BoinageHue anneneii (Allelic dropout, ADO) - ADO MoXeT NPOU30nTH, ecnm ogHa unm obe konmm AHK He
amnaMduumMpyoTca UM amnandULMpyroTCa Naoxo. PUCK NOCTaHOBKM HEMpPaBUAbHOIO guarHosa npu ADO 3aBucut
HenocpeacTBEHHO OT TMMNa MNPOBEAEHHOM BMONCUM M TUNA TeHEeTUYECKOro HapylleHusa, No MoBOAY KOTOPOro
NpPOBOAMNOCL TECTUPOBAHUE, BHE 3aBMCMMOCTM OT HACAeAOBaHWA MO MaTEPUHCKON MAM OTLOBCKOM NIMHUKN. PUCK
MMNAaHTaUMM 60/bHOTO 3MBPMOHA, KOoTopblit B pesynbtate MIT 6blA OWMOGOYHO NPU3HAH HOPMAbHbLIM,
oueHuBaeTcs oT 2 Ao 10%. OgHaKo NpuU UCNONb30BaHUM KOCBEHHOM AMArHOCTUKM B AOMO/IHEHUE K NPAMOMY MeToay
OLLEHKM KNETKM (KNEeTOK) LaHC HeBEPHOM NMOCTAaHOBKM AMArHO3a CyL,eCTBEHHO CHUMKAEeTCA.

2. Mo3auumsm — Mpu TeCTUPOBaHMM 3MOPUOHA Ha aHeynIouAMU aHaNU3 OAHOW KNETKU MOMKET HETOUYHO
OTParKaTb COCTOSIHWE OCTaJIbHbIX KETOK 3MOPUOHa. ITO fB/IeHNE M3BECTHO KaK MO3auLmM3m (KAETKM C PasIyHbIM
reHeTM4eckMm Habopom B 0gHOM 3MbBpuoHe). Hanbonbwnini ypoBeHb Mo3anumsma Habaogaetcs y ambpuoHa Ha
TPETUI AeHb Pa3BUTUA (PUCK 0K00 15%). ITO MOKET NPMBECTU K TOMY, YTO B pesynbTaTte MIT 6yayT o6HapyKeHbI
N3MEHEeHWNA B HOPMaNbHOM 3MBPUOHE 1 3TOT 3MBpPUOH byaeT
oTbpaKoBaH, Kpome TOro, HaobopoT, MIT MOXKET AaTb HOPMAJIbHbIV PE3YNbTaT U 3TO MOKET NMPUBECTU K NOACaAKe
3MBpPMOHa C HapyweHusMmu (aHeynaounamen).
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3. HeonpepeneHHbie pe3yabTaTbl. B HEKOTOPbIX C/y4asx OKa3blBAETCA HEBO3MOMHbIM MOAYYUTb TOYHbIN
pesynbtat MIT. B Takmx cutyaumax MIT-KOHCYAbTaHTbl U BpayM OOBACHAT BO3MOMKHbIE BapWaHTbl, HAaNpuUMep,
BO3MOXHYI0 NOACaAKy SMOPMOHOB NAKN NPOBeAEHME NOBTOPHOM bruoncum.

4. MoBpexaeHUe oounTa AU aAM6PUOHA. BMONCUA KNETKU MOXKET NPUBECTU K PaspyLLEHMIO OOLIUTOB UM
3MOPMOHOB MM K HAPYLLUEHWUIO ONNOAOTBOPEHMA OOLIUTOB UM PA3BUTUA SMOPMOHA NPU KynbTUBMPOBAHUKU. 3abop
KNEeTOK/3MBPUOHOB A1A aHa/M3a TaKXKe CONpPAXKeH ¢ HebO/1bLIOK BEPOATHOCTbIO TOMO, YTO KAETKN/3MBPUOHbLI MOTYT
6bITb NOBPEXKAEHDI UM NOTEPAHbLI, B pe3ynbTaTte Yero nposegeHue MNIT MOXKET CTaTb HEBO3MOXKHO.

5. CHM}KeHue BepOoATHOCTM HacTynieHusa 6epemeHHOCTU. OObIYHO A5 MepeHoca B MOJIOCTb MaTKU Npu
nposeaeHunn npoueaypbl KO BbibMpatoTca aMOPUOHDLI, NOKa3aBLLIME Nyyllee Pa3BuUTUE U BbiragAwmMe Hambonee
30,0POBbIMM NPU U3YYEHUU NoA MUKPOCKonom (Mopdonornyeckn). PesynbtaTbl nposeaeHus MIT MoryT nokasatb,
4yTO Hambosee XOpPOLWO BbIFNAAALLME SMOPUOHBI HE MOTYT BbITb MCMNO/Ib30BAHbI B CBA3WU C TEM, YTO HecyT B cebe TO
WA UHOE reHeTMyeckoe HapyweHue. NMpn nepeHoce MeHee KayecCTBEHHbIX C TOYKWU 3peHUnA MopdONorMyeckmx
KpUTepues IMBPUOHOB LLAHCbI 3abepeMeHeTb MOTYT CHUXKATLCA.

B HEKOTOPBLIX Cy4asx BCe NPOBEPEHHbIE SMOPUOHbI MOTYT MMETb HAPYLWEHMUA, U HU OANH IMOPUOH HeNb3sA
byneT pekomeHA0BaTb 415 NepeHoca.

6. HexxusHecnocobHas 6epemeHHOCTb. BepemeHHOCTb, KOTOpas HacTynuaa B pesy/bTaTe nNepeHoca
3M6pMOHA, MOKET 3aKOHUYMTBLCA CNOHTaHHbIM aboPTOM (HEBbIHALIMBAHNEM), MOXKET ObITb SIKTONUYECKOM (TPyOHOM),
WKW NPUBECTM K POXKAEHUIO MepPTBOro naoga. MoMmmo 3Toro, MoryT pas3BmBaTbCs MHOTONI0AHbIe BepemeHHOCTH
(ABOMHKU, TPOWMHM), CONPOBONKAAIOWMECA COYETAHHBIMU OC/NOKHEHUAMM, BKAIOYAA MNperKAeBpPEeMEHHble poabl u
rMnepTeHsuto npu bepemeHHocTn. Onsa 6epemeHHOCTH, HacTynuswen nocne nposegeHns KO u MIT xapaKkTepHbl
BCE OC/IOXKHEHMA ecTecTBeHHON 6epeMeHHOCTU, BKIOYAA PUCK aKyLUEPCKUX OCNOMKHEHWIN. PUCK Kakoro-nmbo us
CYLLECTBYIOLLNX OCNOXKHEHUN MOXKET ObITb Bbille Npu bepemeHHOCTU, HacTynusLier nocse nposegaeHuna KO wn MNIT,
YyeM MpPU ecTecTBEHHOM BepemMeHHOCTH.

7. Opyrue HapyweHus. Y geteit, poausmnxca npm nomowm KO, nocne 6MONCUMM KNETOK U FrEHETUYECKOTO
aHanuM3a, MOryT BO3HMKaTb BPOXKAEHHblIE aHOMANMU, AedEKTbl, FeHETUYECKME aHOMAIMK, YMCTBEHHAsA OTCTaNOCTb
n/VMAn Apyrme BO3MOMKHbIE OTKIOHEHMWS OT HOPMbI (TaK »Ke, KaK 1 y AeTel, POXKAEHHbIX B pe3y/ibTaTe ecTeCTBEHHOro
onnogotsopeHna 6e3 MIT). B HacToAllee BpeMA UcCNeA0BaHUA MOKa3biBaloT, YTo nocne nposeaeHus MIT puck
BPOMKAEHHbIX aHOMaNN yBeIMYMBAETCA HE3HAUMTENbHO, U 3TOT 3 dEKT B BobLUeN CTENEHM CBA3AH CO 340POBbEM
Tex nap, KOTopble BbIHYXAeHbl ucnosb3osaTb IKO.

MNIT anAa BblIABAEHUA HapyleHWN eAMHUYHbIX FeHOB NPOBOAMTCA C Havana 1990-x rogoB — BO3MOMKHO, Y
peten, poxaeHHbix B pesynbtate IKO u MNI'T, OTKNOHEHMA MOTYT He NPOABNAATLCA A0 ONpeAeneHHOro Bo3pacTa, 1 B
HacToALllee BpemMa OHU He U3BECTHbI.

ANbTEPHATUBbLI NMPEMMNNAHTALUMOHHOIO FrEHETUYECKOIO TECTUPOBAHUA

CyLecTByIOT Apyrue cnocobbl POXKAEHUA 340PO0BbIX AETEN ANA Nap, UMEIOLLMX PUCK Nepeaayn reHeTUYeCcKmx
AedeKToB NOTOMCTBY:

1. bepemeHHOCTb, HacTynMBlIasA ecTecTBEeHHbIM crnocobom man npu nomowm BPT 6e3 npeHaTanbHoOM
AnarHocTMkm u MNIT (gaHHbIA BapMaHT CONpPAXKeH C HauboNblIMM PUCKOM nepegayn pebeHKy HacneaCTBEHHOro
3abonesaHus).

2. MNpeHaTanbHasa AMarHOCTMKa Npu nomolum buoncum BOpcMH xopuoHa (BBX) uan amHuoueHTesa npu
6epemeHHOCTH, HacTynuBeLluel 6e3 MIT.

3. Ucnonb3oBaHWe AOHOPCKUX MONOBbIX KAETOK. ECAM KEeHWMHa ABNAETCA HOCUTENIEM TeHETUYECKUX
HapyLeHWI, TO MOTYT BbITb MCMO/Ib30BAHbI LLOHOPCKME OOLUMTLI, KOTOPbIE HE UMEIOT BbISIBJIEHHbIX HapyLLUeHWiA. Ecu
HOCUTE/IeM TeHEeTUYECKOro HApyLUeHWUs ABAAETCA MY)KUYMHA, TO MOXKeT ObiTb MCMO/Ib30BaHa OOHOPCKas crnepma.
Mcnonb3oBaHWe [OHOPCKOTO PENnpPOAYKTMBHOIO MaTepuasa CHUMKAEeT WM JarKe YCTPaHAeT PUCK nepenayu
reHeTUYECKMX HApYLLIEHWU NMOTOMCTBY.

4. YCbIHOB/IEHWE — Mapa MOKET CO34aTb CEMbIO H6e3 poXKAeHUs pebeHKa.



