NHO®OPMHUPOBAHHOE IOPOBOJIBHOE COI'JIACUE
HA OKA3AHMUE YCJIVYT 10 IPEUMIINIAHTAIIMOHHOU TEHETUYECKOU TMATHOCTHUKE (IIT'[T)
(B coorBercTBHH CO CT.CcT. 20, 22 PenepansHoro 3akoHa or 21.11.2011 r. Ne 323-D3 «O06 ocHOBaX 0XpaHHI 3I0pOBbs rpakaaH B Poccutickoit deneparmm»)

Huxeykazannas ungopManus nNpeJocTaBjIeHa HaM,

ITanuenTke , T. poxXaeHus,
NPOoKUBAIOLLEH MO agpecy: 5
IManuenty , I. POKIACHUS,

NMPOKUBAIOIEMY 1O ajpecy: '

B cO0OTBeTcTBHM C ILI. 3, 4 [Ipuka3a Munucrepcra 3apaBooxpanenusi Poccun Ne 803H ot 31 urosa 2020 r. «O nopsiake HCNO0JIb30BaHUS
BCIIOMOTaTeJbHBIX PENPOAYKTUBHBIX TEXHOJIOTHH, NPOTHBONOKA3AHUAX U OrPAHMYEHMSIX K HX IPHMMEHEHHIO» Iiepel NOANMCAHUEM HAMU
JloroBopa BO3Me3HOI0 OKa3aHHMSI MEIULIMHCKHMX YCJYI IO NPEMMILIAHTALMOHHOI IeHeTH4YecKOoW auarHocruke (panee — «/lorosop») nist
NPUHATUS HAMH OCO3HAHHOIO M J00OPOBOJIBHOIO pelleHHsl O IOJYYEeHMM YKAa3aHHBIX MeIuUMHCKHX ycayr. Iloanucanmem Hacrosimero
MH(OPMHUPOBAHHOIO 100POBOJILHOIO coryiacusi Mbl cBuiereabecTByeM, 4To OO0 «Meanuunckmii neHrp APT-OKO» (McnosnuTeneM) HaM
npeaocTasieHa HHpopManus, cofep:kamascs B [Ipukaze Munucrepcrsa 3apaBooxpanenust Poccun Ne 803H ot 31 m10151 2020 1. «O nopsiake
MCIO0JIb30BAHMSA BCIIOMOIaTeIbHBIX PeNPOAYKTUBHBIX T€XHOJIOTHI{, IPOTHBONOKA3AHUAX H OTPAHHYEHUAX K UX IPUMEHEHUI0» U TPUJIOKEHHSIX
K HEeMY, a TaKKe cjeayromas HHpopManusi, BJIMSIOIIAsA HA HALI 0CO3HAHHBII BBIOOP.

HpI/I HpeI/IMHHaHTaHHOHHOﬁ TEHETUYCCKON TMarHOCTHKE (1'[1"21) OCYLICCTBJIACTCA NUAarHOCTHKA MOHOI'€HHBIX U XPOMOCOMHBIX I[e(l)eKTOB Yy OOLUTOB U
3M6pI/IOHa, a TaKKe OIPEACIICHUE 110J1a 3M6pI/IOHa JUIA IPEAYTIPEKACHHU HACJIEACTBEHHBIX 3a6oneBaHnﬁ, CHECIIJICHHBIX C ITOJIOM. HpeI/IMHJ'IaHTaLII/IOHHOC
TECTUPOBAHUE pa3pa60TaHo JUIA TTIAalTUCHTOB, UMCIOIIHUX BBICOKHUH PUCK POXACHUA JIeTell ¢ HaCJeICTBEHHOM l'[aTOJ'[OFPIeﬁ, KakK aJ'ILTepHaTI/IBHHﬁ MCTO
HpeHaTaJ'ILHOﬁ JIMarHOCTUKH. [ J1aBHBIM NPEUMYHIECTBOM MNPEUMIUIAHTALIMOHHOTO TECTUPOBAHUA SABJIACTCSA BO3MOXXHOCTH OTKa3a OT HWHBA3HWBHBIX
BMEILIATENILCTB Ha TUIOAHOM SIiLIe U IpEepbIBaHUA 6€peMeHHOCTI/I B CJIy4ac BbISABJICHHUSA IAaTOJIOTUU.

ITokazanus k TMIPOBEACHUIO NPEUMINIAHTALITMOHHOI'O TECTUPOBAHUA: PUCK POXKIACHUSA JIETeH ¢ MyTaI.II/ICﬁ J000T0 H30JIMPOBAHHOI'O I'€HA WJIN XPOMOCOMHBIX
aHOMaJ'IPIfI, BBISIBJICHHBIX B PE3YJILTATC MEAUKO-TCHETUYECKOI'O 06CJ'I€Z[OBaHI/I$I (KHHHHKO-FGHG&HOFH‘{GCKOG HCCJIEA0BAHUE, KAPUOTUIIUPOBAHUE U Z[p)

Marepuansl 1 METO/bl HCCIEA0BAHUS: TECTUPOBAHUE IIPOBOUTCS C UCIIONB30BaHHEM METO/a IToJIMMepa3Hoi nienHoi peakuuu (ITLIP).
OIIMCAHUE IMTPOLEAYP

A. DkctpakopropansHoe omtogorsopenue (9KO)

Ha Tekymuii MOMEHT OOLUTHI (SIALIEKJICTKH) U SMOPHOHBI MOXKHO M3y4aTh TOJIBKO 3KCTpakopropansHo. Jiist atoro Tpedyercst nposenenne IKO.
B. Buornicust oonira u sMOproHa

IToce co3peBaHus M HEMOCPEACTBEHHO IIePel OIUIOA0TBOPEHHEM OOLUT TIPOXOIUT KICTOYHOE JENICHHE U Pa3fessiercs: Ha HeOObIIYIO KICTKY - HepBOe
MOJISIPHOE TEIbLE U 3PENbIil OOLHUT, TOTOBYIO K OINIOAOTBOpeHMIO. [Tociie OIIof0TBOPEHHMSI OT 3pEeIOro OOLKUTA OTACISETCSI BTOPOE HOMSIPHOE TEIbLE, a
OIUIOIOTBOPCHHBIH OOLUT TTOJBEPraeTCsl HECKOIBKUM JTanaM ApoOieHus B mpouecce pa3Butus sMOproHa. Ha 3 cyTku pa3sBUTHS SMOPHOH COCT OUT H3
OPUOTU3UTENBHO IECTH-BOCBMH Heau(HepeHIIMPOBaHHBIX KIETOK — «OmactomepoBy. [locieqyronme AeIeH s KICTOK MPUBOMIT K MOSBICHAIO HA 5
CYTKH pa3BHUTHs «ONacTOLHCTB» — OSMOPHOHA, COCTOSIIErO YK€ M3 COTEH KIETOK. bIacTommcTa COCTOMT M3 JABYX THIIOB KJIETOK:
Tpodobacta/TpodIKTOAEPMBI (13 KOTOPOH pa3BHUBAETCs IUIAIICHTA) M BHYTPEHHEH KJIETOUHOM Macchl (M3 KOTOPO# pa3BHBASTCS ILION).

B II'/] Guioricust - 3T0 OT/AENCHUE OJJHOW HIIM HECKOJIBKUX KJIETOK OT SMOPHOHA MU MOJISIPHBIX TEJEL] OT OOLHUTA.

Buomncus s nonyveHus KIETOK U1 TEHETUUECKOTO aHAJIN3a B 3aBUCMMOCTH OT MOKAa3aHUI MOKET IPOBOAUTHCS HA PA3IUYHbBIX CTaqusaxX pa3Butus: (1)
MOTYT OBbITh IPOBE/ICHBI OHOIICHS ¥ AHAITM3 [IEPBOTO M BTOPOTO MOJBIPHBIX Tesely, w/wiu (2) ouoncus u aHanu3 6nactomepa; w/iu (3) GUOTICHs U aHAIH3
kietok Tpodobnacra. [lomydeHHble Mpy OUOINCHH KIETKH MOABEPraloTCsS I'€HETHYECKOMY aHajiHM3y C IIENbI0 BBIABICHUS HAJIMYMS T€HETHYECKUX
HapYIICHUH B OOLIUTE WU SMOPHOHE.

AHanM3 XpOMOCOM HJTH T€HOB IIEPBOr0 M BTOPOTO TIOJSIPHBIX TeJIEIl [O3BOJIIET MPE/ICKa3aTh, KAKHE N3 XPOMOCOM/TEHOB JKSHIIIMHBI OCTAIIMCH B CO3pEBLIEH
OOLIMTE U BOLLIMA B TeHOM 3MOproHa. TakuM 00pa3oM MpH TECTHPOBAHHH TIOJSIPHOTO TeJbla AaHATH3UPYETCS TOJIBKO BKIJIAJ MATEPUHCKOrO I'eHOMa B
TeHOM 3MOpHOHa.

PesyneraroB aHaiaM3a MOJSAPHBIX TeJEl HEJOCTaTOYHO, eciid TpeOyeTcs MHpOpMAlUs O TEeHETHYECKOM BKJIaJe MyXXYMHBL. B Takux ciydasx aHaiu3
MIPOBOIUTCSI C TIOMOIIBIO OHOTICHHK OlIacToMepa Ha cTaauu ApoodieHns (0ObIYHO TPETHHl JIeHb), HiIH KJIeTOK Tpodobracra Ha cTaqun OJaCTOMCTHI (TIATHII
WK IIeCTO# JeHb). AHamu3 reHoma Oacromepa wii TpodobracTa Mo3BOIBIET CYAUTH O XPOMOCOMaX/TeHax OyayIiero mioaa u pebeHka.

C. Meros! aHamm3a

B 3aBucuMocCTH OT TOro, KakoBa 3a/jadya MPEUMIUIAHTAIIIOHHOW T€HEeTHYECKOW JUArHOCTUKH, IS MOCTAHOBKH JWArHO3a MOTYT OBITh WCTIOJIBb30BAHBI
CIEIYIOUINE METOMIBI:

[omumepasnas nenHas peaxus (ITLP)

Jns ompeneneHus KOHKpeTHbIX reHHelx Mytauuid B IIIJ ncnonesyrores meroasl yBenuueHus konudectBa JHK. IlomumepasHas nenHas peaxius
(«I11P») 1mo3BOJILET MOTYYUTH HEOOXOIUMOE U aHAII3a KOJIMYECTBO TCHETHIECKOTO MaTepHaa.



Bnaromaps [P nponsBoautcs permukarst JJHK enuananoi# kinetku (ammmdukars): HutH JJHK MHOTOKpaTHO KOMUPYIOTCS — 3TO JaeT BO3MOXKHOCTh
BeIIBUTH MyTanmu JJHK u cieriennsie ¢ Humu Mapkepsl. O6sraao0 nocie [IP-aMmmudukanyy Tporn3BOANTCS BEIIBICHNE My TAIUi [IPY TOMOIIH T'eJb-
anekTpodopesa. I'enp-amexTpodopes - 3To MeTos, UCTIONb3yeMbli i paszaeneHus ¢gparmentos JIHK mo nx pasmepy. Merox ocHOBaH Ha TOM, YTO
¢parmentsl JIHK pasHoro pasmepa IBIXKYTCS B 3JIEKTPHUECKOM IIOJIE€ Yepe3 CHENHMANBHBIA I'ellb C PasHON CKOPOCTHIO. DTO IMO3BOJSET OTJINYUTH
HOPMAJIbHBIE T€HBI OT MyTUPOBABILUX.

AHanmm3 crueruieHus MEXKYy T'€HHBIMU JIOKYCaMU (KOCBGHHaS{ I[I/Ial"HOCTI/IKa)

J11s1 OBBIIEHNS] TOUHOCTH BBIBJICHUS T€HHBIX MyTallMil MPOBOAT aHAIM3 CLEILICHUS MEXy T€HHBIMU JIOKycaMHu. KopoTkue TaHIeMHbIE IIOBTOPBI
(STR) B IHK npencrapmsiror co00H y9acTKH W3 ABYX WM 0oJiee MOBTOPSIONMXCS HyKJICOoTHI0B. OTH STR yHHKaIbHBI IUIsI KOHKPETHOTO ydacTKa
xpomocoMsl. STR, pacrosararomyecst JoCTaTOYHO OJIN3KO K MECTY MyTallu¥ Te€HA, MOTYT OBITH HCIIOJIB30BAHBI JUIS IOBBIIIE HUS TOYHOCTH ONpeIeTIeHHS
HaJIMYMS MyTallii. B HEKOTOPBIX CiTydasx aHaJIW3 HAIUIUSI MyTaIlMH MOXET OBITh POBE/ICH TOJIBKO C UCIIONIH30BAHUEM METO/IA CIETICHHBIX MapKEPOB.

CpaBHutenbsHas reHoMHas ruopunmsanys Ha gunax (aCGH) — IIT'/] Ha 46 xpomocom

CpaBHI/ITeHLHaﬂ T'C€HOMHas FI/I6pI/II[I/I3aI_II/I${ - OTO MUKpOMaTpHu4iHas TEXHOJIOI'Usl, KOTOpas IMO3BOJISIET CPABHUTH 06p2136]_[ I[HK 3M6pI/IOHa C KOHTPOJIbHBIM
06pa3u0M C MHCIIOJI30BAHUEM JIECATKOB TBICAY TI'€HECTHYCCKUX MApKEPOB i1 BBIABICHUA pPa3IMYHbIX XPOMOCOMHBIX a6eppau1/n71. I[J'IS[ KaXz10oro
3M6pI/IOHaJ'lBHOFO 06pa3ua N3 TOJYYCHHBIX HNAHHBIX KOMIIBIOTEP CO34a€T XPOMOCOMHYIO KapTy. CHCL[I/IaJ'II/ICTBI paCHII/Iq:)pOBBIBa}OT JaHHBIC WU JaroT
L[eTaJ'II/I?,I/I]I)OBaHHLIﬁ TEHETHYECKHH OTYET.

CekBenupoBanue HoBoro nokosieHus (NGS) — [1I'/] Ha 46 xpoMocom

CeKBEHHPOBaHHE HOBOTO TIOKOJIEHHMS MO3BOJIIET MONTYYHUTH OOJIBIIOE KOJIMYECTBO KOPOTKMX mpoureHuit obpasna JJHK. Ilo xonudecTBy npoureHui,
MPUXOAIIMXCA Ha JOMI0 Pa3HbIX XPOMOCOM, MOJKHO C BBICOKOI TOUHOCTBIO ONpEIETUTh U30bITOK WIM HEIOCTATOK MaTephaa, COOTBETCTBYIOLIETO
LEJTON XPOMOCOME WM €€ MPOTSHKEHHOMY Y4acTKy.

PUCKH ITPU ITPOBEJIEHMU ITPEVMITJIAHTALIMOHHOM I'EHETMYECKOM JUATHOCTHKU

HeBepHaﬂ NIOCTAaHOBKA JIMarHo3a. HeraBHJ’[LHLIﬁ JUarHo3 MOXeET OBITH TOCTABJICH B CBSA3H CO MHOTUMH NpUYrHaMHU, BKJIXO4as, HO HE OrpaHU4U BasCh,
CJICAYIOINMU:

1. Bomanenne amnenein (Allelic dropout, ADO) - ADO moxer mpowusoiitd, ecan ongHa wiaM obe kommn JJHK He aMmmduuupyrores wiam
amIunQuuupyroTcs mwioxo. Puck nocraHoBKH HeNpaBWIbHOTO Anarnosa npu ADO 3aBHCHT HENIOCPEACTBEHHO OT THIIA POBEACHHOM OMOIICHU M THIA
TEHETHYECKOr0 HapyIIeHHs, 10 IOBOLY KOTOPOTO NMPOBOJMIOCH TECTUPOBAHHUE, BHE 3aBUCHUMOCTH OT HACIIEIOBAHMS 10 MAaTEPHUHCKON MIIM OTLIOBCKOM
muHuY. Puck uMmmianTanuu OosnbHOrO 3MOpHOHA, KOTOphIH B pesyibrare I1I'J] Obln ommOOYHO NpHU3HAH HOPMAIBHBIM, OLeHHBaeTcs oT 2 10 10%.
OnHaKo TpU HCIIONB30BAHUM KOCBEHHOH IMAarHOCTHUKM B JONOJIHEHWE K INPSIMOMY METOJY OLICHKH KJIETKH (KJIETOK) LIaHC HEBEPHOW MOCTaHOBKHU
JIMArHO3a CYIIECTBEHHO CHIDKAETCS.

2. Mo3auusM — NpH TECTHPOBaHUM SMOPHOHA Ha aHEYIUIOMJUU aHAJIM3 OJHOM KJIETKHM MOXKET HETOYHO OTPaKaTh COCTOSHHE OCTAJIbHBIX KJIETOK
9MOpHOHa. DTO SABJIEHHE M3BECTHO KaK MO3aMIM3M (KJIETKH C Pa3iM4YHbIM I'€HETHYECKUM HabopoM B OXHOM 3MOpuoHe). HamOGonmbimii ypoBeHb
Mo3auIM3Ma Haluoaercst y SMOpHOHA Ha TPETHH JeHb pa3BUTHs (PUCK OKOIO 15%). DTO MOXET NpUBECTH K TOMy, 4To B pesynbrare [1I'/] OynyT
0o0OHapy>XeHbl U3MEHEHHs B HOPMAJIbHOM 3MOPHOHE W 3TOT 3MOpHOH Oyner oTOpakoBaH, kpome Toro, Haobopot, I1I'J] MoxeT naTh HOpMalbHBIN
PE3YNBTaT U 3TO MOXKET MIPUBECTH K I10/ICaKe SMOPHUOHA C HAPYIICHUSAMH (QaHSYILUIOUIUCH ).

3. HeonpeneneHHsle pe3yabTaThl. B HEKOTOPBIX CilyyasX OKa3bIBaeTCs HEBO3MOXKHBIM MONY4YHTh TOUHbIN pesynbrat III'/I. B Takux curyaumsax IT'/I-
KOHCYJIbTAHTBI ¥ Bpa4M OOBSACHSAT BO3MOXKHbIE BapHAHTBI, HAIIPUMEP, BOZMOXKHYIO [0CaJIKYy SMOPHOHOB HJIM IIPOBECHHUE IOBTOPHOH OMOICHH.

4. TloBpexxaeHHE OOLMTA I SMOpHOHA. BHONCHS KIETKH MOXET MPHBECTH K Pa3pyLICHHIO OOLMTOB WM IMOPHOHOB WM K HApYLICHHIO
OIUIO/IOTBOPEHHMSI OOLIMTOB MJIM Pa3BUTHs SMOPHOHA HPH KyJIbTUBUPOBAHHU. 3a00p KJICTOK/SMOPHUOHOB JUIsl aHAIM3a TAKXKe COMPSIKEH ¢ HeOOJIbIL Oi
BEPOSTHOCTBIO TOrO, YTO KICTKH/IMOPHOHBI MOTYT OBITH OBPE)KICHBI HITH TIOTEPSIHBL, B pe3ynbrare uero nposeaeHne [l MOXeT cTaTh HEBO3MOXKHO.

5. CHmKeHHe BEpOSTHOCTH HACTyIUIeHUs: OepemeHHOCTH. OOBIMHO I8 MEepeHoca B MOJOCTh MAaTKU IpH HpoBeneHuu npoueaypst DKO BoiOupatorcs
9MOPHOHBI, OKa3aBILKeE JIyYllee Pa3BUTHE M BHIIJBAALINE HauOosee 3710pOBBIMU IIPH M3yHYEHHH 110]] MUKPOCKONOM (Mopdosornuecku). Pe3ynbrars
nposenenus I1I'J] MoryT nokasars, 4Tto HauboJiee XOpOIIO BbIMVISIAIINE SMOPUOHBI HE MOTYT OBITh HCIIOJIL30BAHBI B CBSI3M C TEM, YTO HECYT B cede To
WIM WHOE TeHeTHyYecKoe HapyuieHue. IIpu mepeHoce MeHee KaueCTBEHHBIX C TOYKM 3peHHs MOP(OJIOrM4ecKHX KpUTEpHEB 3MOPHOHOB IIAHCHI
3a0epeMeHEeTh MOI'YT CHI)KATHCSL.

B HEKOTOpBIX Cllydasx Bce MPOBEPEHHbIE SMOPHOHBI MOTI'YT MMETh HAPYILECHHS, U HU OJIMH SMOPHOH Hellb3st OyJeT PeKOMEHI0BaTh [yl IIepeHoca.

6. HexxuzHecnocoOHasi OepeMeHHOCTh. bepeMeHHOCTh, KOTopas HacTynmia B pe3ysbTare IepeHoca SMOPHOHA, MOXKET 3aKOHYHUTHCS CIOHTAHHBIM
abopTOM (HEBBIHAIIMBAHHUEM ), MOXKET OBITH SKTOMMYECKO#! (TPyOHOI ), HITH MPUBECTH K POXKISHUIO MEPTBOTO 10/a. [[oMHMO 3TOro, MOTYT pa3BHBATHCS
MHOTOIUIOJIHbIE OEPEeMEHHOCTH (IBOWHHM, TPOMHM), CONpPOBOXKIAIOLIMECS COYETAHHBIMH OCIIOKHEHUSMHM, BKJIIOYAs MPEXIECBPEMEHHBIC POJbI U
TUIIePTEH3HI0 npu OepeMenHocTH. [ 6epemennocTH, HactTynusiieit mocine nposeaeHus KO u II'] xapakTepHbI Bce OCIOKHEHHST €CTECTBEHHOM
0GepEeMEHHOCTH, BKJIIOYasi PUCK aKyLIEPCKHX OCJIOKHEHUH. PUCK Kakoro-ambo U3 CyIIECTBYIOIMX OCIOKHEHHH MOXKET OBITh BBILIE IIPH OEPEMEHHOCTH,
Hactynusiiei nocne nposeaerust KO u IT']], yem npu ecTecTBEHHON GEpeMEHHOCTH.

7. Apyrue Hapymenus. Y aereid, poausiuxcs npu nomomy OKO, nocne OHONCHM KIETOK U T€HETHYECKOTr0 aHaJIN3a, MOTYT BO3HHUKATh BPOJK/IE HHbIE
aHOMaJHH, Ne(EeKThl, TeHeTHYECKNe aHOMAINHU, YMCTBEHHAs OTCTAIOCTh W/WIIN APYrHe BO3MOXKHBIE OTKIOHEHMS OT HOPMBI (TaK Xe, Kak U y JIeTeH,
POKICHHBIX B pe3yJIbTaTe eCTeCTBEHHOTO orutoaoTBopenus 6e3 [1I'/1). B Hacrosmee Bpems ncclieIoBaHus MOKA3BIBAKOT, YTO mocie nposeaeHus [117]]
PHCK BPOJKIICHHBIX aHOMAJIMi YBEIMYNBACTCS HE3HAUUTEIBHO, M 9TOT 3 (EKT B OOJIBIIEH CTEIIEHH CBSA3aH CO 3[J0POBbEM TeX Iap, KOTOPBIE BBIHYK/ICHBI
ucnonb3oBats DKO.

II'J] mutst BEIABIICHUS HAPYIIIEHUH €ANHUYHBIX TeHOB POBOAMTCS ¢ Hadasa 1990-x roJjoB — BOBMOXHO, y AeTel, poxkIeHHbIX B pe3yisrate DKO u I1T'/],
OTKJIOHEHHS] MOTYT HE TPOSIBIISITHCS JI0 ONPEICICHHOTO BO3pacTa, U B HACTOSIIIEE BPEMs OHH HE H3BECTHBL.

AJIBTEPHATUBBLI T[]



CyIecTBYIOT ApyTrHe CIIOCOOBI POXKICHNUS 3I0POBBIX JeTeH JUIS ap, HMEIOIIUX PHCK Iepeadll TeHETHIECKUX e(heKTOB TOTOMCTBY:

1. BepeMeHHOCTB, HACTYNMBINAsl €CTECTBEHHBIM criocoboM my mpu oMoty BPT 6e3 npenaransHoi auarHoctuky u I1I'/] (TaHHBIH BapuaHT COMpSDKEH
¢ HauOONBIINM PHUCKOM Iepeadn peOCHKY HACIIEICTBEHHOTO 3a00JICBAHI ).

2. IlpeHaranpHas THarHOCTHKA IIpU oMoy ororcuy BopcuH XoproHa (BBX) mnn amanonenresa npu 6epemenHocTH, Hactymumiei 6e3 I1I7/1.

3. Hcnonb3oBaHue JOHOPCKHUX II0JIOBBIX KJICTOK. Ecmu JKCHIHMHA ABJIICTCSA HOCHUTCIICEM I'CHCTHYCCKUX HapyHlCHPIfI, TO MOryT OBITh HMCITOJIb30BaHbI
JOHOPCKHUE OOLUTHBI, KOTOPLIEC HE UMCIOT BLISABJICHHBIX HapymeHHﬁ. Ecnu HOCWTEIEM TEHETHYECKOTO HapymieHUs SBJIACTCA MY>KYUHA, TO MOXET OBITh
HCIOJIb30BaHa AOOHOPCKas CIiepMa. Hcnons3zoBanune JOHOPCKOro pEIpPOAYKTHBHOI'O MaT€puajla CHMXKACT WIM JaKE€ YCTPAHACT PUCK NEpeaavdu
TCHCTUYCCKUX HapyH_ICHI/Iﬁ IIOTOMCTBY.

4. Y CbIHOBJICHHE — napa MOXKET CO31aTb CEMbIO 0e3 POKACHUA pe6eHKa.

IToanucanuemM HacTOSLIETO AOKYMEHTa Mbl IOATBEPIKIAeM, YTO MOIY4YMId OT VICHOJHUTENsT ero KOMHWI0O M BHUMATEIBHO O3HAKOMMIIMCH C €ro
cofepkaHreM. MBI IpHHUMaeM BO BHUMaHHWE, M HaM ObUTa JaHa BO3MOXKHOCTH CAMOCTOSITENIBHO M3Y4HTh, 3aJ1aTh BOIIPOCHI O MPOIEAypax, pUcKax,
MOTEHIIMAIBHBIX HUCXOJaX, AIbTePHATUBAX M JOMOIHUTENBHEIX ycioBmsix orHocurenbHO [I'/l, DKO m mro0bIX CBS3aHHBIX C HUMH IIPOLETYpax H
croco6ax JiedeHws. MBI MONyYIIH yIOBIETBOPUTENIFHBIE OTBETH Ha BCE HAIIX BOIIPOCH. HrnkeceayronmM Mbl HOATBEPIKIAaeM, YTO HaM OblIa aHa
BO3MOXKHOCTh OOCYIWTH JIFOOBIE BOTIPOCHI JIEHCTBYIOIIEr0 3aKOHOJATENBCTBA U 3TUKHU B OTHOIIEHNH wcronb3oBanus [IIJ], OKO n mobsix apyrux
CBSI3aHHBIX ITPOLIEAYP U CIIOCOOO0B JICUSHHS, a TAKXKE COJleprKaHNe JAaHHOTO HH(OPMHUPOBAHHOTO TOOPOBOIEHOTO COTIIACHS C JTIOOBIMU KOHCYJTbTAaHTaMH,
aJIBOKaTaMH, FOPHCTaMH, IICHXOTepareBTaMy U APYTHMH TIpodeccHoHaIaMy, KOTOPBIX MbI BEIOPAITH, W MBI TIOJIYYHIN YOBIETBOPSIOIINE HAC OTBETHI
10 BCEM IOPUAMYECKUM M STHUECKUM BOIIPOCAM.

[NoarmuiceiBast JaHHBIN JOKYMEHT, MBI 1aeM camocTtositesibHoe corytacue Ha [ITJ1, DKO un mobble apyrHe cBs3aHHBIE MPOIEAYPHl M METOIbI JICUSHHS, 1
MBI IPHHIMAEM | COTJIAIIaeMCsl Ha COITyTCTBYIOIIHE PUCKH. MBI MOHMMaeM, YTO HET YBEPEHHOCTH B TOM, YTO HACTYIHT OEPEMEHHOCTD HIIM POXKICHUE
JKMBOTO peOeHKa, WM YTO POJUBILIHINCS peOSHOK He OyIeT MMEeTh TeHeTHYECKUX HapYIIeHUH. MBI IOHHMaeM 1 COTJIalIaeMCsl C TeM, YTO HaM He JIaroT
HUKAaKUX FapaHTUH OTHOCUTEIHHO BO3MOXKHBIX HCXOJIOB JaHHBIX IpoLieaAyp. MBI cO3HAaeM, UTO MIPOLETyPhl SBJIAIOTCS SKCIIEPUMEHTAIIBHBIMY, U YTO HET
YBEPEHHOCTH B TOM, YTO OHH MPUHECYT IOJIB3Y JUIS IIPEAOTBPAILCHHUs 3a00JICBaHMsI.

Y3 TMOATBEPXKAAEM, YTO HaM OblL1a M[peaocTaBj€Ha BO3MOXKHOCTb 06CyJII/ITI> C JicHalmum Bpa'-IOM/HrlI-KOHCyJTBTaHTOM BC€ HHTCPECYIOUINE U
HCTIOHATHBIEC HaM BOIIPOCHI.

Msr nonnmaem, uro III'/] smOpnoHoB, mpoBommmoe OOO «Memuumncknit nentp APT-DKOp, sBisercs TOYHBIM U 3((GEKTHBHBIM METOIOM
OIIpeieNIeHNs TeHETHYECKUX HApYLICHUH Y SMOPHOHOB, OIHAKO TOYHOCTh He paBHa 100%.

Mb1 nonumMaem, uto I1I'J] 3MOpHOHOB, HaNpaBJICHHAS Ha BBIABICHHUE OIPEEICHHOTO THIA HAPYLICHUH, MOXKET BBIIBUTH TOJIBKO 3TOT KOHKPETHBIH THII
HapyIICHUH U HUKaKoi npyro#, Hanpumep, I11'/] Ha 46 XpoMOCOM HanpaBJIeHO Ha UCKIIOYCHUE aHSYIUIONIUH Y SMOPHUOHOB 1 KPYITHBIX XPOMOCOMHBIX
abeppauii ¥ HE BBIABIACT IPOYME TICHETHYECKHE AHOMAIMM, HAlpUMep, MOHOTEHHbIE HACJeICTBEHHbIC 3a00NeBaHMs, MOIHIUIOUIIHIO,
MHKPO/IETICLIMOHHBIE CHHIPOMBI, MHOTO()aKTOpHBIE HACIIEACTBEHHbIC 3a001eBaHU.

Mbl TnOHMMaeM, 4TO B PEAKHX CIy4yasX pe3y/lbTaT IHarHOCTHKH MOXET ObITh He MOJy4YeH MO MpuuuHe oTcyTcTBHA ammmupuxamuu JJHK
(HEeBO3MOXHOCTH TOJIyYeHHUs JOCTaTodHoro /i aHaimmza konmdectBa JIHK) B mpemocraBnenHom oOpasue wiam  gerpagaumu  JJHK
(ueynosnerBoputesnpHoro kayectsa JJHK) B oOpasue. Kpome Toro, B peikHX cilydyasx BO3MOXKHO IOJIy4eHHE HEONPEACICHHOro pe3yibTara. B Takux
curyauusax Bpauw/TI['J[-KOHCYJIbTaHTBl U Bpaul OOBACHAT BO3MOXKHBIC BapHaHTbI, HAIPUMEp, BO3MOXHBIH NEPEHOC SMOPHOHOB WM IPOBEICHUE
MOBTOPHOH OHOIICHH.

Mpbl noHrMaeM, 4to o0pasibl GHOJIOrHYECKHX MaTepuasoB, moiydeHHbIX oT Hac B xoae [1I'J], DKO u mo0bix CBA3aHHBIX MPOLEIYpP, MOTYT OBITH
nepeianbl IPYroil KOMIaHUU WM KoMnaHusiM, padoratonmm ¢ OO0 «Menuuunckuii nentp APT-OKOy, s npoBeieHus HEOOXOMMbBIX aHAIH30B.
MbI HOHUMAaEeM, YTO 3TO 3HAYMT, YTO HAIIM OMOJIOrMYecKrue 00pasLbl MOI'YT OBbITh OTIIPABIICHBI B APYIHE CTPAHBI.

Mpbl nmoHuMaeMm, 4To B ciydae Hacrymienus Oepemennoctu mocie '] OOO «Menguuunckuii nentp APT-DKO» HacTosATEIBHO pPEKOMEHIyeT
[POBEJICHHE NIPEHATaIbHOM MAarHOCTHKY I IIOTBEPXKICHHS BBIBOJIOB O TEHETHYECKOM CTaTyce SMOPHOHOB, HCCleJOBaHHBIX B pamkax [T /1.

MBbI 0CO3HAEM U COTJIACHBI C TEM, YTO BCE JaHHBIC U3 HAIIMX MEIMIMHCKHX 3aIIUCEH MOTYT ObITh IPOCMOTPEHBI YIIOJTHOMOYEHHBIMH OpIraHU3aLMIMH,
YIOJHOMOYEHHBIMU 3THYECKHMU KOMUTETaMH, YIOJIHOMOUYEHHBIMU cOTpyaHUKamMu U npencraputensimu OO0 «Menununckuii neatp APT-OKO» u
YIOTHOMOYCHHBIMU coTpyAHuKamu maptHepoB OO0 «Menuuunckuii uenrp APT-DKO» (B ToM unciie 3a pyOe:koM) B LETIX IPOBEICHHsT HEOOXO0MMBIX
aQHAJIM30B W/WIM OLEHKH pe3yibTaToB. JIrobas nHpopMmalys o HaC, KOTOpasi MO3BOJIUT ONPEASIHTh NPUHAIIEKHOCTh YKa3aHHOH MHpOpMALUK HaM,
OyzleT XpaHUTbCsl KOH(UACHIMAIBHO. TOIBKO AHOHUMHBIE JJAHHBIE MOTYT OBITh UCIIOJIB30BAHbI Iy OJIMYHO, B TOM YHCJIE B HAYYHBIX MyOJIMKAIMAX.

Ham pa3sbsicHeHO, YTO MOPHOHBI, He PEKOMEHI0BAHHbIE K IlepeHocy, OyayT YTHIM3HPOBaHbI, WJIN NepelaHbl /ISl MPOBEIeHHs HAYYHBIX
HCCJIeI0BAHUI, €CJIM HHOE pelenue (0 NPOJIEHHN XPaHeH!sl 3THX IMOpHoHoB) He odopmieno HAMHU jim4Ho, B NHCEMEHHOM BH/IE, B TeYeHHH
1 (oxHOT0) KaJEHAAPHOTO MECS LA ¢ MOMEHTA BbIIA4H Pe3yJIbTaTOB JUATHOCTHKH.

Ms1 naem coriacue Ha TO, YTO oOpasel OMomarepuala, MOJTYYEHHBIA B LENSX MPOBEICHHUS T€HEeTHYEeCKOro HcciefoBaHus mo ycmorpeHuro OO0
«Menuuuackuii neHTp APT-DKO» MoxeT ObITh COXpaHEH M MCIONB30BaH A1 KOHTPOJ (Bamugauuu) u apyrux ueneit OO0 «MenunuHCKUN HeHTp
APT-2KO» u ero mapTHepCKUX OpraHM3allfid, B YaCTHOCTH, 0€3 pasIJiallieHus MOUX MePCOHANBHBIX JaHHBIX, OnoMaTepHuan MOKeT ObITh UCTIONb30BaH
JUISL IPOBEJCHHUS JOTIOHUTEIEHOIO TEeHETHIECKOI0 TECTUPOBAHMS, & TAKOKE I CTATUCTUYECKHX, MOy ISIMOHHBIX ¥ HaYYHbIX UCCIECI0BAHMIL.

MBI IIPOYJIH, TOJTHOCTBIO [MOHSLIA, TOJIY YA JATUPOBAHHBINM ITOIIMACAHHBINA SK3EMILISIP HACTOSIIEIO UJIC
N OBA3YEMCH CJIEJOBATB EI'O TPEBOBAHUSIM.



