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NH®OPMHUPOBAHHOE COI'TACHE .
HA OKA3AHMUE YCJYT 10 IPEUMIIVIAHTAIIMOHHOU T’EHETUYECKOU ITUAT'HOCTHUKE
SMBPHUOHOB (IIT' 1)

Hacrosmiee 1oOpoBoIBHOE COTIIACHE COCTABIICHO B COOTBETCTBUN DemepanbHbIM 3akoHOM PD 006 0CHOBaxX OXpaHbI
310poBhs Tpaxkaad B PO ot 21 HosOps 2011 1. Ne323-D3.

ITanueHT:

(DPHO, macnopTHBIE JaHHBIE, aIPEC PECUCTPAIIAH )

IHapTHep:

COI'JIACHUE HA YYACTHE

Me1 IMOJYYUJIM KOIIMIO 3TOTO Cornacuss ¥ BHHMATEIBHO O3HAKOMHJIIHNCL C €ro COACPKAHUEM. M1
IIpUHUMaeM BO BHHMMaHME, M HaM ObUla JaHa BO3MOXXHOCTb CAMOCTOSATENBHO H3Yy4YUTh, 3a7aTh BOMPOCHl O
Mpouenypax, puckax, NOTCHUMAIBHBIX HUCXO0JaX, aJbTEPHATHUBAX U JONOIHUTEIBHBIX YCIOBHUSIX OTHOCHUTEIHHO
MI', 9KO u m100bIX CBsI3aHHBIX MPOLELypax 1 cnocobax JieueHus. MBI MOMy4YTH YIOBIETBOPUTEILHBIC OTBETHI
Ha BCE HalllX BOMPOCHI. HikecneqyommmM Ml IOATBEPkKAaeM, YTO HaM OblIa JaHa BO3MOKHOCTh OOCYIUTh JFOObIe
BOTIPOCHI 3aKOHA M 3TUKH B OTHOIIeHHH ucnoib3oBarusd 111/, OKO u mo0bIX ApYrux CBS3aHHBIX MPOLEAYpP U
croco0oB JeueHus, a Takke ngaHHoe Coriacue ¢ JOOBIMH KOHCYJIbTaHTAMH, aJIBOKaTaMH, HOPHCTaMH,
NICUXOTEPANeBTaMU U JAPYTUMH MPOodeCcCHOHANaMU, KOTOPHIX MbI BHIOPAIH, U MBI TOJYYHIIN YAOBIECTBOPSIIOIIUC
HAC OTBETHI 10 BCEM IOPUIMYECKUM U 3TUUECKUM BOIIPOCAM.

[loxamuceiBast JOKyMEHT, MBI 1aeM camocTositenibHoe cornacue Ha [11'J1, KO u mro6rie mpyrue cBsizaHHBIC
mpoucaypbl 1 METOAbI JICUCHHS, U MBI IPUHUMACEM U COrJIalmacMcCs Ha COITYTCTBYIOIIUEC PUCKU. M1 IIOHUMAaEM, 4TO
HET YBEPEHHOCTH B TOM, YTO HACTYNHUT OEPEMEHHOCTb WM POXKICHHE )KMBOTO peOEHKa, MM YTO POMUBILUIICS
peOeHOK He OyOeT MMETh MeHEeTHYECKHX HapyIIeHU. Mbl IOHMMaeM M COTJIallaeMcs ¢ TeM, YTO HaM HE Jar0T
HUKaKuX I‘apaHTI/Iﬁ KacaTCJIbHO BO3MOXHBIX UCXOJ0B JaHHBIX IMTPOLCAYP. M1 CO3HacM, 4TO NMPOUCAYPHbI ABJIAIOTCA
OKCHHCPUMCHTAJIIBHBIMU, W YTO HET YBCPECHHOCTU B TOM, YTO OHHU HPHHECYT IOJb3Y 4 HNPCAOTBpallCHUA
3a0boneBaHusl.

1. MpbI noaTBepXkaaeM, 4TO HaM ObLia MPEAOCTaBJIeHA BO3MOXKHOCTh 00CymuTh ¢ [II'/[-KOHCYJIBTaHTOM BCE
HMHTCPECYIONIUEC U HEIIOHATHBIC HAM BOIIPOCHI.

2. Mpur nmonmmaeM, uro [II'J[ smOpuonos, npoBogumas OO0 «I'PM «'EHETHUKO», sBrnsercs TOYHBIM U

3(1)(1)6KTI/IBHBIM MCTOAOM ONPCACICHUS TCHCTUICCKUX HapymeHI/If;I y 3M6pI/IOHOB, OIHAaKO TOYHOCTh HC paBHa
100%.

3. Mpb1 nonnmaem, yto [1I'J[ >MOpHOHOB, HampaBlieHHAss Ha BBISBICHUE ONPEACICHHOTO TUIA HapYyIICHH,
MOET BBISIBUTH TOJIBKO 3TOT TUN HapylleHUWd U Hukakoil npyroil, mampumep III'JI Ha 46 xpomocom
HampaBJieHa Ha HCKIIOYEHHE aHEYIUIOMIUH y SMOPHOHOB M KPYIHBIX XPOMOCOMHBIX aleppaluii u He
BBISBIISIET TPOYME TEHETHYECKHE aHOMaJHMW, HalpUMep, MOHOTCHHBIE HAacleJCTBEHHbIE 3a00JIeBaHUs,
MHUKPO/ICIEMOHHBIE CHHAPOMBI, MHOTO()aKTOpHBIE HACIIEACTBEHHbIEC 3a00I€BaHUS.

4. Mpbl noHUMAaeM, 4To 00pa3Lbl OMOIOTMUECKIX MaTepralioB, omydeHHbIX oT Hac B xoae 111, DKO u mo6b1x
CBSI3aHHBIX TPOLEAYP, MOTYT OBITh MEpPEAaHbl JAPYroi KOMIIAHWH WM KOMMaHusM, padotatoum ¢ OO0
«IT'PM «'EHETUKO», nns npoBeneHUs HEOOXOAMMBIX aHAIN30B. MBI MMOHMMaeM, YTO ATO 3HAYUT, YTO
Haly Ouojornyeckre oopasipl MOTYT OBITh OTIIPABIICHBI B APYTHE CTPAHBI.

5. Mps noHnMaem, 9To B ciaydae HactyruieHusi O0epemenHoctu mocie I[II'J] OOO «UI'PM «'EHETHUKO»
HACTOSITEIFHO PEKOMEHJIyeT TPOBEJCHHE NpPEHATANbHOW JIMAarHOCTHUKU JIISl TTOJATBEPIKICHUSI BBIBOJOB O
TeHETHYECKOM CTaTyce SMOPHOHOB, caenanHbix B xoae [T,
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6. MbpbI 3HaeM W COTJIaCHBI, YTO BCE JaHHBIE M3 HAIIMX METUIMHCKUX 3allUuCced MOTYT OBITh MPOCMOTPEHBI
YIIOJIHOMOYEHHBIMH OPTaHU3aLUsAMH, YINOJTHOMOYEHHBIMH STHYECKUMH KOMHUTETAMH, YMOJTHOMOYCHHBIMHU
corpyaaukamu u npexacraButensiMu OO0 «UI'PM «'EHETUKO» u ynomTHOMOYEHHBIMH COTPYTHUKAMHU
naptaepoB OO0 «II'PM «'EHETHUKO» (B ToM ymcie 3a pyOekoM) B HEISIX MPOBEICHHSI HEOOXOIUMBIX
aHaIM30B M/MIM OLEHKHM pe3ynbTaroB. Jlobas wuHpOpManus O Hac, KOTOpas MO3BOJHUT ONPEIEIUTh
NPUHAIISKHOCTh YKa3aHHOH MH(pOpPManuy HaM, OyAeT XpaHUThCs KOH(uAeHInaIbHO. TOIbKO aHOHUMHEIE
JaHHBIE OyTyT UCHOIB30BAHBI ITyOINYHO, B TOM YHCJIE B HAYYHBIX ITyOIHKAIHIX.

7. Mo JaceM COrjlaCue Ha YTUJIM3alluIio WIHN Iepeaavy AJIsd MPOBCACHUA HAYYHBIX I/ICCJ'IGI[OBaHI/If/i OOIMTOB H/Win
3M6pI/IOHOB, Y KOTOPLBIX YCTAHOBJICHBI TCHETHUYCCKUEC HAPYILICHUS.

8. M@l gaeM coriacue Ha TO, YTO oOpa3zell Ouomarepuala, MOMYYCHHBIH B IENAX MPOBEACHUS TCHETHUECKOTO
uccinenopanus 1o ycmorpernro OO0 «UI'PM «I'EHETUKO» MoxkeT ObITh COXpaHEH W WCIIOJIb30BaH IS
koHTpouis (Banmumanuu) u apyrux neieir OO0 «II'PM «'EHETUKO» u ero mapTHepcKuX OpraHU3alluii, B
YaCTHOCTH, 0€3 pa3riallleHHs] MOMX MEePCOHANBHBIX JAHHBIX, OMOMaTeprual MOXET OBITh HCITONB30BaH IS
MPOBEJICHUS  JOTIOJIHUTENIFHOTO T€HETHYECKOr0 TECTUPOBaHWS, a Takke Ui  CTATUCTHYECKHUX,
MOMYJISIIUOHHBIX M HAYYHBIX UCCIICIOBAHU.

9. MBsI TakXKe JaeM corjlacue Ha NPOBEJICHUE JOMOIHUTENBHOIO UCCIIeI0BaHHS OOLUTOB U/ SMOPUOHOB ISt
MOATBEpKACHUS pe3yapTaTo 1T/,

10. MBI TIPOWIH, IOJHOCTBIO TIOHSJIU, ITIOJIVUUIIA JATUPOBAHHBIN ITOIIMCAHHBIN
OK3EMIUIAP N OBA3YEMCS CIIEJOBATH TPEBOBAHMAM JJAHHOI'O COI'JIACHUAL.

OUO MMALIMEHTA (meyaTHeIMU GYKBaMH) oAIM1Ch JATA (AA.MM.ITTT)

MMALMEHTA, B CJIVUAE HEOBXOJUMOCTU

(mevatHBIMHU OyKBaMH)

OUO MTAPTHEPA (neuatHbiMEi OyKBaMH) MoAIM1Ch JATA (AAMMITIT)

®1O 3AKOHHOI'O TPEACTABUTEJIA MTOIUCH JIATA (JUL.MM.ITTT)
[NAPTHEPA, B CJIVUHAE HEOBXOANMMOCTHU

(meyaTHBIMU OYKBaMH)

OO BPAYA, ITPOBOJUBIIETO OBCYXXJEHUE MOAIUCH JATA (AAMMITIT)
COT'JTACHS (neyatHbIME GyKBaMH)
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[Ipunoxenue kK ”HHGOPMUPOBAHHOMY COTJIACHIO

NPEUMIINIAHTAIIMOHHASA TEHETUYECKASA TUATHOCTUKA
(BeLOEprkKa U3 mpukaza Mun3apaBCoupaszsutust PO Ne67 ot 26.02.2003 r.)

[Ipn mpenMIDIaHTallMOHHOW JUArHOCTUKE OCYIIECTBISIETCS AWAarHOCTHKA MOHOTEHHBIX U
XPOMOCOMHBIX 1e()eKTOB Yy OOIMTOB W HMOpPHOHA, a TaKkKe ONpeAeNieHHe Ioia SMOpPHOHA IS
NpeAynpekIeHUsT HACJIEACTBEHHBIX 3a00JIeBaHUM, CIEMJICHHBIX C TOoNoM. [IpenMIuiaHTanuoHHas
JMUATHOCTHKA pa3paboTaHa ISl KEeHIIWH, HMEIOIINX BBICOKUN PUCK POXKICHHS JEeTel C HACIeICTBEHHON
MaTOJIOTHEN, KaK aJbTEPHATUBHBIA METOJ MPEHATAIbHOM NMAarHOCTHKHU. [JaBHBIM MOPEUMYIIECTBOM
NPEUMILIAHTAMOHHON JTHArHOCTHKH SIBIISIETCS BO3MOXHOCTH OTKa3a OT MHBAa3MBHBIX BMEIIATENbCTB Ha
TUTOTHOM SIHIIE ¥ TpephIBaHus OEPEMEHHOCTH B CIy4ae BBISABIICHUS MATONOTHH. MccienoBaHust MOTYT OBITh
MIPOBEICHBI Ha MOJISPHBIX TEIbIIaX OOIIMTOB W/HIIH SApax 0J1acTOMEpOB IMOpHOHA.

IlokazaHus K OpPOBEACHUIO NPEHMILIAHTAIMOHHOW JHAarHOCTHKHU: PUCK POXKIACHUS NEeTEd C MyTaluei
J]IO6OFO HU30JIMPOBAHHOIO I'€Ha WM XPOMOCOMHBIX aHOMaJ'IHfI, BBIABJICHHBIX B PE3YJIbTAaTEC MCIUKO-
TeHeTH4YeCKOro 00cienoBanns (KJIMHUKO-TEHEATOTMYeCKOe UCCIIEOBaHNE, KADUOTUITUPOBAHUE U JP.).
Martepranbl W METOABl WCCIEAOBaHWS: WATHOCTHKA IIPOBOIUTCSH C HCIOIB30BAaHHEM METOIOB
(hayopectieHTHOM TrOpuaAn3aiuy in situ (OUII) win noauMepasznoi renuoi peakiuu (TT1P).

OIMMCAHUE NPOLEAYP

A. DkcTpakopnopaibHoe omtogaoTBopenue (IKO)

Ha Texymmii MOMEHT OOUMTHI (SIMIEKIETKH) W OMOPHOHBI MOXHO H3y4aTh TOJBKO
sKcTpakopropaibHo. s aToro Tpedyercs mposeaerne IKO.

B. buoncus oonura u sMOproHa

[locne co3peBaHusi U HEMOCPEACTBEHHO TEpe]] OILIOJOTBOPEHUEM OOIMT MPOXOAUT KIETOUHOE
JIeTICHUE U pa3/ieNisieTcsl Ha HeOOJBIIYIO KIETKY - epBOe MOJISIPHOE TeJIbIle U 3PeIblii OOIHT, TOTOBYIO K
OIUTOI0TBOPEHMIO. Iocie omI010TBOPEHNUS OT 3pEJIOro OOIHMTa OTIEISETCS BTOPOe MOJsPHOE TeJblle, a
OTIJIOZIOTBOPEHHBIN OOIUT MOJIBEPTACTCsl HECKOJIBKMM 3TaraM Jpo0iieHus B poliecce pa3BUTHS SMOPHUOHA.
Ha 3 cyrku pa3BuTHs SMOPHOH COCTOMT M3 MPHOJM3UTENHHO HIECTH-BOCEMHU Helu(depeHIIMPOBAHHBIX
KJIETOK — «BJ1acToMepoBy. [locnenyronye qeneHus KJIeToK NPUBOAAT K MOSBICHHUIO HAa 5 CYTKH Pa3BUTHUS
«0JAACTOMHUCTBI) — SMOPHOHA, COCTOSIIETO YK€ U3 COTEH KJIETOK. biacTonucra COCTONT U3 ABYX THIIOB
KJIETOK: Tpodobacta/TpodaKToiepMbl (M3 KOTOPOW pa3BUBAETCs ILIAIICHTA) U BHYTPEHHEH KJICTOUHOM
Macchl (M3 KOTOPOH pa3BUBAETCS TUION).

B III'/] 6uomncus - 3T0 OTACIEHHE OJHOM MM HECKOIBKHUX KIIETOK OT SMOPHOHA HITU TOJISIPHBIX
TeJIel] OT OOIUTA.

Buoricus asist moydeHust KIETOK JUIsi TeHETHYECKOT0 aHaJN3a B 3aBUCMOCTH OT [TOKa3aHU MOXKET
HPOBOJUTHCS Ha PA3IMYHBIX CTaAMAX pa3BUTHS: (1) MOTyT OBITH TPOBECHBI OMOIICHS U aHAIIN3 IEPBOTO U
BTOPOTO MOJISIPHBIX Tenell; u/uin (2) 6uoncus U aHanu3 61actomepa; u/uinu (3) OHOTICHS U aHAJIN3 KIIETOK
Tpodobnacta. [lomyueHHble TpU OUONCHU KIETKH MOJBEPraloTCs TEHETHYECKOMY aHAM3y C IIEJIbIO
BBISIBJIICHHS HAJTMYHS T€HETHYECKUX HAPYIICHUI B OOLUTE HIIH YMOPHOHE.

AHanM3 XpOMOCOM HJIM T'€HOB IIEPBOT0 U BTOPOTO MOJISIPHBIX TEJIELl MO3BOJISET MPEe/ICKa3aTh, KaKkue
U3 XPOMOCOM/TEHOB YKEHIIWHBI OCTAMCh B CO3PEBIICH OOIMTE M BOILIM B I'€HOM 3MOpHoHa. Takum
00pa3oM IpH TECTHPOBAHUK HOJSPHOTO TeJblla aHAJM3UPYETCsl TOJbKO BKJIAJ MAaTECPHUHCKOTO reHOMA B
TeHOM SMOpHOHA.

PesynpTaroB aHanmmza MONSPHBIX TeJIEl] HEJIOCTATOYHO, eclii Tpedyercs uHDopManms o
TeHETUYECKOM BKJIA/Ie MY>KYHHBL. B Takux cirydasx aHaJIu3 MPOBOJIUTCS C TIOMOIIIBIO OHoTicun O1acToMepa
Ha cTaauu IpobieHus (0ObIYHO TPETHH EHB), MU KIIETOK Tpodobiaacta Ha cTaguy OJacTOUUCTHI (TIATHIN
WIM 1IeCTOM JeHb). AHaiu3 TeHoma OjacromMepa wid TpodobiacTa MMO3BOJIIET CYIAUTH O
XpoMoOcOoMax/TeHax OyayIero miojaa u peOeHka.

C. Metons! ananusza
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B 3aBucumocTH OT TOro, KaKoBa 3a/a4a MPEUMIUIAHTAIIMOHHON JUArHOCTUKH, JUIA IOCTAHOBKH
JMarHo3a MOTYT OBITh HCHONb30BaHbI CICTYIONINE METOIBI:

IMosmmepa3nas nennas peakuus (ITLP)

[ns onpeneneHuss KOHKPETHBIX MeHHbIX MyTauuid B III'JI MCHONB3YyIOTCS METOABI YBEIMYEHHUS
konmuectBa JIHK. Ionumepasnas nennas peakums («IILP») mo3Bonser monyduTh HEOOXOIUMOE LIS
aHaJIM3a KOJIMYECTBO T€HETUUECKOTr0 MaTepHaa.

biraromapst 1P npousogutcst permukanus JIHK equHudHON KiaeTKH (aMIuTA(UKaIIs): HATH
JIHK MHOrokpaTHO KOMHUPYIOTCSA — 3TO 1aeT BO3MOXKHOCTH BhISIBUTH MyTauuu JJHK u cuennennsie ¢ HuMu
Mmapkepsl. O0bruHO mocne TP-ammnudukanuy mpou3BOAUTCS BBISIBICHHE MYTallUi MPU MOMOIIN Tellb-
anekTpodopesa. ['enp-anmexTpodopes - ’T0 MEeTOI, NCIIONMB3yeMbIi s paszaenenus pparmentos JJHK mo
ux pazmepy. MeToz ocHOBaH Ha ToM, uTo (hparmenTs! JJHK pasHoro pasmepa IBMKYTCS B SIEKTPUIECKOM
T0JIe Yepe3 CIeUHalbHbIN T'ellb ¢ pa3HOM CKOPOCTHIO. DTO MO3BOJISIET OTIIMYUTh HOPMAaJIbHBIE TE€HBI OT
MYTHPOBAaBIIUX.

AHaJIM3 CHeIVICHUS MeKAY TeHHBIMH JIOKYCaMHU (KOCBeHHAsl AHATHOCTHKA)

Jl1 TIOBBIIIEHUS! TOYHOCTU BBISBJICHUSI T€HHBIX MyTallMid MPOBOJAT aHAIN3 CLETJICHUS MEXIy
reHHbIMU JJoKycaMu. KopoTkue Tanaemusie noBTopsl (STR) B JIHK npeacraBistoT co00i yyacTKu U3 IBYX
win 6oJiee TOBTOPSIIOIIMXCS HYKIeoTHA0B. OTH STR yHUKaIBHBI 1711 KOHKPETHOTO Y4acTKa XPOMOCOMBI.
STR, pacnonaratomiuecsi JOCTaTOYHO ONM3KO K MECTy MYTaldd T'€Ha, MOTYT OBITh MCIIOIB30BaHbI IS
TIOBBIIIIEHHUS TOYHOCTH OIpEeNIeHUs HaJTNUMs MyTallii. B HEKOTOPBIX cly4yasx aHaJIM3 HAIWYHUS MyTalluu
MOYKET OBITh IPOBENIEH TOJIBKO C UCIOIH30BAHUEM METO/IA CLICIUICHHBIX MAPKEPOB.

CpaBuuteabHasi reHoMHas ruopuansanus na yunax (aCGH) — III'/] na 46 xpomocom

CpaBHUTENbHAS TEHOMHASI THOPUAM3ALINS - 5TO MUKPOMAaTPHYHAS TEXHOJIOTHSL, KOTOPas TO3BOJISET
cpaBHuTh 0Opazenr JJHK sMOpuoHa ¢ KOHTPOJBHBIM OOpa3lloM C HCIIONb30BAHUEM JCCATKOB THICSY
TEeHETUYECKUX MAapKepOB Uil BBIABICHUS Pa3jIMUHBIX XPOMOCOMHBIX abeppaunil. [ns Kakzoro
SMOpHOHANBHOrO 00pa3ma H3 TMOJMYYEHHBIX JaHHBIX KOMIIBIOTEP CO34aeT XPOMOCOMHYIO KapTy.
CrienaiucThl paciinpOBBIBAIOT JaHHBIC U JAIOT ACTAIN3UPOBAHHBIN TeHETUIECKUN OTYET.

CexBenupoBanue HoBoro nokosienusi (NGS) — IIT' /] Ha 46 xpomocom

CexkBEeHHMPOBAHNUE HOBOTO MOKOJIEHHUS MO3BOJISAET IONYYUTH OOJBIIOE KOJIMYECTBO KOPOTKHX
npourennii obpasua JJHK. [lo xonmuuecTBy mpoYTEHMA, MPUXOASAIIMXCS HA JIOMIO Pa3HBIX XPOMOCOM,
MOYKHO C BBICOKOH TOYHOCTBIO OIPENETUTh M30BITOK WM HEJOCTaTOK MaTephaja, COOTBETCTBYIOIETO
L[EJION XPOMOCOME HJTH €€ MPOTSHKEHHOMY Y4acTKY.

PUCKH 1P IHNPOBEJIEHUU HPEMMILIAHTAIIMOHHOWM TEHETUWYECKOW
JUATHOCTUKH

HeBepHas moctaHoBKa MarHo3a: HEMPaBWIBHBIN JUArHO3 MOXKET OBITH MTOCTaBJIEH B CBS3U CO
MHOTHMH TIPUYUHAMH, BKITIOYAsl, HO HE OTPaHHYMBASCH, CICTYIOIIHMU:

1. Beinagenue amieneii (Allelic dropout, ADO) - ADO MoxkeT pon30iTH, eciu OfHa Wi 00e
xormu JJHK He ammmdummpyrorcs uin aMumuIUpyOTCs MI0X0. PUCK MOCTaHOBKM HENPaBHIBHOTO
nuarHosa pu ADO 3aBUCHT HETOCPEICTBEHHO OT THIA MPOBEJCHHOW OMOIICHU M THUIA T€HETHYECKOTO
HapylLIeHus, 10 MOBOJLY KOTOPOro IPOBOJWIOCH TECTUPOBAHUE, BHE 3aBUCHMOCTH OT HACJICIOBAHHS 110
MaTEPUHCKOM MM OTLOBCKOM JMHUHU. PHcK MMmaHTanuu 00JbHOTO 3MOPHOHA, KOTOPBIN B pe3yibTaTe
III'J] 611 OmMO0YHO MPU3HAH HOPMANBHBIM, oneHuBaeTcsa oT 2 10 10%. OgHako mpu UCTIOIH30BAHUN
KOCBEHHOW JTUATHOCTHKH B JIOTIOJIHEHHE K TPSIMOMY METOJy OIICHKH KIETKH (KJIETOK) IaHC HEBEPHOM
MOCTAaHOBKM JIMarHo3a CyIIECTBEHHO CHIKAETCsl.

2. Mo3anuu3M — 1pu TECTUPOBAHUY 3MOPHOHA HA aHEYIUIOWJHU aHAaJIH3 OJHOW KJIETKA MOXKET
HETOYHO OTPaKaTh COCTOSHHE OCTAIBHBIX KIETOK 3MOpHOHA. JTO SIBJICHHE HM3BECTHO KaK MO3aWIM3M
(KJeTKHM ¢ pa3IMYHBIM TeHETHYeCKUM HabopoM B oHOM 3MOpHoHe). Hanbomnpmmii ypoBeHb MO3ann3Ma
HaOronaeTcs y >SMOpHOHA Ha TPEeTHil AeHb pa3BUTHUS (PUCK 0KOJI0 15%). DTO MOKET NPUBECTH K TOMY, UTO
B pesynbrare [1I'J] OynyT oOHapy>KeHbl M3MEHEHHs B HOPMalbHOM SMOpHOHE M 3TOT 3MOpHOH OynmeT
0TOpakoBaH, Kpome Toro, Hao0opoT, [1I'/] MOXKeT JaTh HOPMANBHBIA PE3YJBTAT H 3TO MOXET MPHUBECTH K
NoJca ke SMOPHOHA ¢ HAPYLICHUSIMHU (aHEYIUIOUINEH ).
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3. HeonpeneJieHHbIe pe3yJabTaTbl. B HEKOTOPBIX ClIydasix OKa3bIBACTCA HEBO3MOXKHBIM ITOJIyYHUTh
tounbrii pesynmbraT III'. B Takmx curyammsax III'/]-koHCYymbTaHTBI W Bpadyd OOBACHSAT BO3MOKHBIC
BapUaHTHI, HATIPUMEP BO3MOXKHYIO MOICAAKY SMOPHOHOB WIIM MPOBEJCHUE TTIOBTOPHON OHUOTICHH.

4. IloBpeskaeHue OOLUTA WJIM IMOPHMOHA. BHOIICHS KJIETKH MOXKET IPUBECTU K Pa3pyLICHUIO
OOLIUTOB WJIM SMOPHOHOB WM K HApyLIEHUIO OIJIOAOTBOPEHHUS! OOLMTOB WJIM Pa3BUTHUSL AIMOPHOHA NIPU
KyJITUBUPOBAaHUH. 3a00p KJIETOK/SMOPHOHOB sl aHAJIM3a TAKKe CONPSHKEH ¢ HEOOBIIONH BEPOATHOCTHIO
TOTO, YTO KIJIETKH/SMOPHOHBI MOTYT OBITH TIOBPEXKIEHBI WM MOTEPSIHBI, B PE3yJIbTaTe 4ero MpoBEICHHE
III'JI MmoxxeT cTaTh HEBO3MOXKHO.

5. CHu:keHHEe BepOSITHOCTH HACTymIeHHs1 6epeMeHHocTH. OOBIYHO AJIST TIEpEHOCA B MOJIOCTh
MaTKH Npu nposeaeHuu mpoueaypsl KO BeIOHparoTcs 3MOPHOHBI, TOKA3aBIIME JIydlllee pa3BUTHE U
BBITJISISIIINE HarOoJiee 370POBBIMH MPH U3YUEHUH T0J] MUKPOCKOTIOM (Mopdoorudeckn). Pe3ymbraTst
nposenenus I1I'JI mMoryt mokaszaTh, 4yTO HaumOoJiee XOPOLIO BHIMJLNAIINE SMOPHOHBI HE MOTYT OBITH
WCIIOJIb30BaHbI B CBSI3M C TEM, YTO HECYT B ce0e TO WIM HHOE TeHeThyeckoe HapyueHue. [Ipu nepeHoce
MEHEE Ka4eCTBEHHBIX C TOUYKH 3pEHH MOPQOIOIHYECKUX KPUTEPHEB IMOPHUOHOB LIAHCHI 3a0€pEeMEHETh
MOTYT CHUKAThCSI.

B HekoTophIX citydasx Bce MPOBEpEHHBIE SMOPHOHBI MOTYT MMETh HapyIIEHUs, U HU OAWH
SMOPHOH HeNb3s OyAeT peKOMEHI0BATh JJIs IEPEeHoCa.

6. HexusHecnoco0Hasi 0epeMeHHOCTb. bepeMEeHHOCTh, KOTOpas HACTYIWJIA B pe3yibTare
nepeHoca SMOpHOHA, MOXKET 3aKOHYHTHCS CIIOHTAHHBIM a0OpPTOM (HEBBIHAIIUBAHUEM), MOXKET OBITH
IKTONHMYECKON (TpyOHOM), WJIM NPUBECTH K POXKIACHHUIO MEpPTBOro Iuioga. I[lomMuMo 3TOro, Moryr
PasBUBATHCS MHOTOIUIOAHBIE OEPEeMEHHOCTH (ABOIMHM, TPOHHM), CONPOBOKIAIOLIMECS COUYETAaHHBIMU
OCJIO)KHEHHMSIMM, BKJIIOYas IPEXAECBPEMEHHbIE PpOAbl M THUIEPTEH3UI0 IMpu OepemeHHocTH. Jlns
OepeMenHocTH, HactynuBiied mocie npoBeaeHus OKO wu III'J[ xapakTepHbl BCE OCIIOKHEHHS
€CTeCTBEHHOW OEpeMEHHOCTH, BKIIIOYAs PHUCK aKyIIEPCKHX OCJIOXHEHWH. Puck kakoro-nmbo wu3
CYLIECTBYIOLINX OCJIOXHEHUI MOXET OBITh BbILIE IPU OEPEMEHHOCTH, HACTYIHUBIIECH MOCIE TPOBEACHUS
OKO u [II' 1, yem nipu ecTecTBEHHOH OEPEMEHHOCTH.

7. Jpyrue napymeHnusi. Y nereii, poauBmuxcs npu nomoinu DKO, mociae OMONCHH KIETOK U
TeHETUYECKOr0 aHaNIM3a, MOTYT BO3HUKATh BPOKICHHBIE aHOMAIINH, Ae()EKThl, FTEHETHUECKUE aHOMAJIHH,
YMCTBEHHAsl OTCTAJIOCTh W/WIIM Ipyrue BO3MOXKHBIE OTKJIOHEHHMS OT HOPMBI (TaK e, Kak M y JIeTew,
POX/ICHHBIX B pe3yJIbTaTe eCTECTBEHHOTO oruioioTBopenus 0e3 I1I'/1). B HacTosiiiee Bpems HCClieI0BaHHS
MOKAa3bIBAIOT, 4TO nocie nposeaenus 111'[] puck BpokaeHHBIX aHOMAUH yBETMYUBACTCSI HE3HAYUTEIIBHO,
1 3TOT 3 ¢eKT B OOJIbIIEH CTENEHN CBA3aH CO 3J0POBLEM TeX Iap, KOTOPbIE BBIHYXKIEHBI HCIOIb30BaTh
9KO.

[I'J] m1st BeISABIEHUS HapyUIEHUH €IWHUYHBIX T€HOB MpOBOAMTCS ¢ Haydana 1990-x romgoB —
BO3MOXKHO, y JeTeH, poxJaeHHbIX B pesynabTare OKO m III'Jl, OTKIIOHEHHA MOTYT HE HMpPOSBIATBHCS 0
OTIpeIeIEHHOTO BO3PacTa, U B HACTOSAIIIEe BPeMs OHU HE M3BECTHBHI.

AJIbTEPHATUBBI IPEUMILIAHTAIIMOHHON TEHETUYECKOM JIMATHOCTUKE

CymiecTByIOT Apyrue crocoObl poKACHHS 3J0POBBIX AeTel AJsl map, UMEIOLIUX PUCK Mepenadu
TEeHETHYECKHUX JIE(PEKTOB IOTOMCTBY:

1. bepeMeHHOCTb, HACTYNUWBIIAS E€CTECTBEHHBIM crocobom wnn mpu nomomu BPT 06e3
npeHataiabHON nuarHoctukd M I1I'J] (maHHBIA BapuaHT CONPSDKEH C HaWOOJBIIMM PUCKOM IEpeiayd
peOCHKY HACJIEACTBEHHOTO 3a00JIEBaHUs ).

2. [IpenaranpHast AUArHOCTHKA MIPU MOMOIIY OuoTicuu BopcuH xoproHa (BBX) nnm amamonenresa
npu 6epeMeHHocTH, HacTynuBLiei 6e3 1.

3. MHcrmomp3oBaHME JOHOPCKUX IIOJIOBBIX KJIETOK. Eciu JKeHIIMHA SBISETCS HOCHUTEIIEM
TeHETUYECKUX HAPYIIECHHU, TO MOTYT OBITh HCIIOJNB30BaHBI JJOHOPCKHE OOIHUTHI, KOTOPBIE HE WUMEIOT
BBISIBJIICHHBIX HapylleHHH. Eciu HOCHTENneM NeHeTHMYECKOro HApyLIEHHs SBISIETCS MY)KUYMHA, TO MOYKET
OBITH HCIIOJB30BaHA JIOHOpPCKas crepMa. Vcrmonb3oBaHHME IJOHOPCKOTO PENpOXYyKTHBHOTO MaTepuaja
CHIDKAET WM IaXKe YCTPaHSIET PUCK Tepeadll TeHETHUECKUX HApYIIEHUH TTOTOMCTBY.

4. YCBIHOBJIEHUE — ITapa MOXKET CO3/1aTh CEMBIO 0e3 pOXK/ICHHUs peOeHKa.

r. MockBa, yn. ly6kuHa, a.3, kopn. 1 genetico.ru




