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MperMnnaHTaLmoHHasA reHeTnYecKan AnarHocTuka (tectuposanue) (MIO/MIT) MOHOreHHbIX 3aboneBaHMiA HanpaBieHa NpenMyLLecTBEHHO
Ha NpepoTBpaLLeHre PoXAeHNA pebeHKa C HacieACTBEHHbIM 3abonieBaHeM NOCPeACTBOM 06CefoBaHNA SMOPUOHOB O UMMNaHTa-
umm B neyebHoM Lpkne KO (aKcTpakoprnopanbHOro onoaoTBopeHus). Ctporum nokasaHviem ans M reHHon 601e3HM CnyXunT BbiCo-
KuiA pUCK poXkAeHNA pebeHKa ¢ Taxenon ¢opmoii MHOroreHHoro 3aboneBaHunsa Npu OTCYTCTBUM NPOTUBOMOKa3aHWM 1 orpaHnyeHuia. C
paclpeHviem nokasanui ana M v BO3MOXHOCTEN reHeTYeCKoro TeCTUPOBaHMA BO3HMKAOT BOMPOChI MO HOPMATUBHOMY PEryninmpo-
BaHMIO U STUYECKOI OTBETCTBEHHOCTM Bpaya Npw NposefeHn NpoLeAypbl. ITUUECKE BOMPOChI BO3HMKAIOT, KOFAa reHeTUYeCKNN pUCK
HIPKe NnoKasaTens, pacLieHBAaEMOro Kak BbICOKMIA, 3ab6oneBaHrie He MOXeET OblTb OJHO3HAaUHO OTHECEHO K TAXENbIM, a TakKe Npu pac-
CMOTPEHUY BO3MOXXHOCTY NepeHoca aHOMarlbHOro aMOpUoHa. STndeckire acnekTbl NI paccMoTpeHbl € TOUKM 3peHnsa 6a30BbIxX 3TrYe-
CKVX MPUHLMMNOB: MOSb3bl U HEMPUYMHEHWA Bpea, aBBTOHOMMU, CrpaBeAnvBoCTW. B cpaBHeHUN ¢ NpeHaTanbHOWM AUarHOCTUKOW, peani-
3aumA 3TrX NpuHUMnos npw M cTankueaeTca ¢ pAAOM AOMOHUTENbHbBIX CIOXHBIX BOMPOCOB. LieHHOCTb SMOP1OHOB YenoBeKa, BepoAT-
HOCTb OCTaBWTb CYMpY»ecKyto napy 6e3 feTei AOMKHbI COOTHOCUTBLCA C AECTBUTENbHBIM PUCKOM U TAMECTbIO BO3MOMHOTIO 3aboneBaHus.
KnioueBble cnoBa: nperMnnaHTaLoHHan reHeTnyeckan anarHoctuka, M, MI'T, MoHoreHHble 3a6oneBaHus, NOKasaHmsA, HopMa-
TUBHOE perynmpoBaHue, 3TukKa.
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Preimplantation genetic diagnosis/testing (PGD/PGT) for monogenic disorders is directed on prevention of the birth of the child with a
hereditary disorders by means of testing embryos before implantation in IVF (in vitro fertilization). The high risk of severe form of a single
gene disease is a strict medical indication for PGD for monogenic disorders at condition of contraindications and restrictions lack. Exten-
sion of PGD indications and genetic testing opportunities raises questions on standard regulation and ethical responsibility. Ethical ques-
tions are happening if a genetic risk is lower than the «<high» or the disease cannot be classified as serious and if abnormal embryo trans-
fer is proposed. Ethical aspects of PGD are considered in terms of basic ethical principles: beneficence, non-maleficence, autonomy and
justice. In comparison with prenatal diagnostics, realization of these principles at PGD faces a number of additional difficult questions.
The value of the human embryos and probability to have no children has to correspond to the valid risk and severity of a possible disease.
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HAYYHbIE OB30PbI

€HeTUYeCcKoe o0ceoBaHuEe SMOPHOHOB YeI0BeKa

Ha caMbIX paHHUX 3Tarax pa3BUTHSI, e1Ie 10 UMIUIaH-

TallUU C LeJTbI0 TPOMIIaKTUKY HACIeACTBEHHOM T1a-
TOJIOTHU CTAJI0 BO3MOXHBIM C Pa3BUTUEM TEXHOJIOTUH 3KC-
TpakopropaabHoro oriogotsopeHust (3KO) u reHeTnye-
CKUX McciienoBaHmii. Hayamo KmmHU4IecKoro mpuMeHEeHUST
MeToaa oTHocIT K 1990 r., Korma 6b11H Ony0IMKOBaHbI pe-
3ynbTathl A. Handyside ¢ coaBT. o HacTymjieHun 6epeMeH-
Hocreli mocyie DKO ¢ aHanu30M 1moJsia SMOPUOHOB T10 e -
HUYHBIM Oj1acTOMEpaM B CBSI3U ¢ X-CLEIUIEHHBIM 3a00J1e-
BaHueM [1, 2]. B 310 Xe Bpemst onmyOIMKOBaHbI TaHHbBIE
1O. BepanHckoro ¢ coaBT. 10 TEHOTUITUPOBAHUIO TIEPBO-
O MOJIIPHOTO TeJIblIa JTsI BHIOOpa 00IMTa, HECYILIETO HOp-
MaJIbHBII MaTepuHCKUI aens [3]. TexHosorus mosyyu-
Jla Ha3BaHWe TIpeuMITIaHTallMOHHAsI TeHeTuYecKasl 1a-
rHoctuka (I1TJ1). B nanbHeitem, 6iarogapsi pa3BUTUIO
MOJIEKYJISIPHO-IITUTOTeHETUIECKHX METO/IOB, CTajla BO3-
moxxHa I1T'[] xpomocoMHbIX HapyiieHuit. [TpenmmiaHTa-
LIMOHHBIN aHAIM3 aHEeYTUIOUIWHU TTOTyYrJI OoJiee IIMPOKOe
pacIpocTpaHeHHe B CBS3U C IMTOTEHIIMATBHOM BOZMOXKHO-
CThIO yyuleHust ucxoaoB HKO.

TIT'J] MOHOreHHBIX 3a00JIeBaHUI pa3BUBajach Kak ajib-
TepHaTuBa (WM 00Jiee paHHSISI pa3HOBUIHOCTh) MHBA3UB-
HOI1 TIpeHaTaJbHOM IMarHOCTUKE IJIST TIPeIOTBpaIeHUS
pOXIeHUsT pebeHKa C TSKeJbIM HaceICTBEHHbIM 3a001e-
BaHueM. OCHOBHbBIM TperumyiiecTBoM [1I'/] ciry>xut Bo3-
MOXHOCTb YCTAHOBHUTb FeHOTHUIT SMOPHOHA €I11e 10 eTO Tie-
peHoca B MOJIOCTb MaTKU, CJIENOBATEbHO, 10 HACTYTUICHUS
OepeMEHHOCTH. DTO 1aeT BOZMOXHOCTb U30€KaTh CJI0XXHO-
TO pellIeHrs] 0 HeOOXOMUMOCTH MPEPBIBAHMS OepeMEHHO-
CTU B CJTyyae aHOMaJIbHOTO T€HOTUIA Y IIJI0Ja, a TAKXKE BO3-
MOKHBIX OCJIOKHEHUH B CBSI3U ¢ a00pTOM. CTUMYJISIIIUS CY-
MePOBYJISILIAM, TipoBoauMast st KO, 1mo3BoJisieT rmosyyarhb
HECKOJIbKO SIHLIEKJIETOK U, COOTBETCTBEHHO, SMOPHMOHOB
B OfHOM JeyeOHoM Lukiae KO, 4To maeT maHc BeIOOpa
3I0POBOTO B OTHOIIIEHWUU 3a00JIeBaHUsI SMOpUoOHa. B ecte-
CTBEHHOM IIMKJIE eMHCTBEHHBII 3MOPHOH OyIeT HOpMaJTb-
HBIM WJIM aHOMaJIbHBIM B COOTBETCTBUU C BEPOSITHOCTHBI-
MM 3aKOHOMEPHOCTSIMM HaCJIeOBaHMSI.

C pa3BUTHEM MOJIEKYJISIPHO-TEHETMUECKUX METOIOB 1
METOJIOB BCTIOMOTATEJIbHBIX PEITPOMYKTUBHBIX TEXHOJIO-
ruii (BPT) INT'] crana ycrieltHO MpOBOAUTHCS Jis1 OoJiee
LIMPOKOTO cIieKTpa 3aboseBaHuii. B cratbe J.L. Simpson
u S. Rechitsky npuBonsTcsi AaHHBIE O TOM, UTO Ha CEro.-
HSLIHUI 1eHb B Mupe BbintoaHeHa [1I7]] 6onee yem 300 3a-
oosieBanumii [4]. ITpoBoaunack Il HacieacTBeHHBIX 60-
JIE3HE C TTO3THUM HayaJioM, HacJIeICTBEHHBIX OHKOJIOT M-
yeckux 3aboneBanuii, HLA-tunuposanue [5]. OgHako,
BO3HUKJIM aTUeckue nuckyccuu o IT[1, o HoBoMm Bapu-
aHTe eBIeHUKHU U «IU3alHEePCKUX» AeTsIX [6—9].

B Poccuu onHa u3 nepBbIx crateit o Borpocam I
ObUTa omyosMKoBaHa B XypHase «I[IpobaeMbl penpoayk-

mun» B 1996 1. 10. BepmackuwMm [10]. Bazanos I1.A. ¢ co-
aBT. OMHUMU U3 MepBbIX B Poccuu onmyoMKoBaiu pe3yJib-
Tathbl JIeueOHbIX HUKI0B DKO-UKCH (uHbeKIIMM crep-
maTto3ouaa B saiteknaetky) ¢ I1TJI mykoBucuumosa [11].
K Hactosimiemy Bpemenu pesynbrathl [1I'J] reHHBIX O0JTe3-
Hell peACcTaBAeHbl HECKOJbKUMU OTEYECTBEHHBIMU Jia-
oopatopusimu [12—16]. Hecmorps Ha npumeHenue T
B KJIMHMKeE, TTokazaHus ajis 1] MoHoreHHBIX 3a00J1eBa-
HUI B JOCTaTOYHOM CTEMEHU HE OTMpeeIeHbl OTeUECTBEH-
HBIMU HOPMaTUBHBIMU TOKYMEHTaMU, a TakKe AETAIbHO
HE pacCMOTPEHBI B CIIeIIMaTU3UPOBAHHON JTUTEpaType.

B HacTos11ee BpeMsi MOXXHO CTOJIKHYThCSI C JUame-
TPAJIbHO MPOTUBOTOJIOXKHBIMU MHEHUSIMU OTHOCUTEJIBHO
IT. [To MHEHUIO OMHUX CIIELIMAJIMCTOB, MIPOBEACHUE
OKO-IIT'Jl hepTUIbHBIM CYNPY>KECKUM MapaM HepueM-
JIEeMO M3-3a BBICOKUX 3aTpaT U BO3MOXHBIX PUCKOB, CBSI-
3aHHBIX ¢ poueaypoii DKO. JIpyrue cienuaaucTbl yoexK-
JIEHbI, YTO TECTUPOBAHUE HACJIEICTBEHHbBIX 3a00JIeBaHUI
Yy @MOPHUOHOB HEOOXOAUMO PACIIUPSTh, BBISIBJISTH MAKCH-
MaJIbHO BO3MOXHOE YKCJIO 3a00JIeBaHUI, U YTO IINPOKOE
npuMeHeHue [11I'] n36aBUT 4ea0BeYeCTBO OT HAC/IEACTBEH-
HBIX 3a00yieBaHUA. OUeBUAHO, YTO IPEUMYIIECTBA, PUCKU
U KPUTEPUU MTPUMEHEHUSI JOJIKHBI paccMaTpUBaThCs 00b-
ekTuBHO. OnpeneneHue rnokasanuit ;s [T nmeer mep-
BOCTENEHHOE 3HaUeHUe 151 9P (HEeKTUBHOTO MPUMEHEHUS
TEXHOJIOTMH, 00eCTieYeHUS €€ TMarHOCTUYECKOM 1IeHHO-
CTH, a TaKXe JJIs TIPEIOTBPaIleHUs €€ HEMEAULIMHCKOTO
HCITOTb30BaHUS.

B naHHO cTaThe Mbl MUCTIOJIB30BATU UCTOPUUYECKYIO
TEPMUHOJIOTUIO — NPeUMHAAHMAUUOHHAS 2eHemu4ecKas
duaenocmuka ¢ abdpeuatypoii I1T'1. B HacTos1iee Bpems
B MUpE MpeI0XEeHA HOBast TEPMUHOJIOTUSL: npeumMnianma-
yuonHoe cenemuteckoe mecmuposanue (IN1I'T; preimplan-
tation genetic testing - PGT); B mpu1o;)keHUM K MOHOTEH-
HbIM 3200JIEBAHUSIM — HPEUMHAAHMAYUOHHOE 2eHeMUYEeCKoe
mecmuposanue MmoHo2eHHbix 3a6oseeanuil/napyuenuii (PGT
for monogenic/single gene defects - PGT-M) [17]. Iloka
HOBasl TEPMUHOJIOTUSI €11l€ HEe OYEHb IIIMPOKO MPUMEHSIET-
cs. B meiicTByroliem nmpukaze MUHUCTEPCTBA 30PaBOOX-
panenust PO o nopsinke ucnonb3oBanust BPT ucronb3o-
BaH TEPMUH npeuUMnAaHmMAayUoHHAs 2eHemu4ecKas OUaeHo-
cmuka [18].

HopmartueHoe perynupoBaHue NI reHHbIX
6onesHen B Poccuiickoin ®egepavumn

Perynuposanue ucnonbizoBaHust I1I'JI Bapbupyer
B pa3HbIX cTpaHax [19, 20]. OHo KacaeTcst IpUHLIMITHAIb-
HOM BO3MOXKHOCTU F€eHETUUECKOI0 00CIe0BaHUS SMOpU-
OHOB yesioBeKa u nokazaHuii mist [1T/] u MoxeT ocylecT-
BIISITBCS 3aKOHAMU /WM CIIEIIUAIbBHBIMUA PYKOBOICTBA-
mu. Bo mHorux ctpanax I1I'Jl pa3peiieHa TOJbKO IIpu
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PUCKe TSIXKeJIOro HacjlencTBeHHOro 3abosneBaHus. Orpa-
HUYEHUS TakKe KacaloTcs npeumiiantaiimonHoro HLA-
TUMUPOBaHUSI. BeIOOp Mmosia SMOPHOHOB 3ampelieH B 601b-
IIMHCTBE CTPaH.

B Poccuu Ha ceroans INT/] (pakTuuecku He peryim-
pyeTcsl HU 3aKOHOJATEIbHO, HU CIIeIMaTu3UPOBaHHBIMU
PYKOBOJCTBaMU, 3a UCKJIOUEHUEM BbIOOpa Moja 9MOpUO-
Ha [20]. CornacHo cTatbe 55 @enepanbHoro 3akoHa Poc-
cuiickoit Peneparum N 323-D3 ot 21.11.2011 «O6 ocHO-
Bax OXpaHbI 3M0POBBS TpaxnaH B Poccuiickoit denepa-
LHUW» TpU ucroab3oBaHuu BPT BeiOOp mosa Oyayiiero
pebeHKa He JOMyCKaeTcsl, 32 UCKII0OUYEHUEM CTyJyaeB BO3-
MO>KHOCTH HacjieNoBaHUs 3a00IeBaHU I, CBSI3aHHBIX C MO-
JoM [21]. HecMoTpst Ha (hakKTUYECKUIA 3apeT BbIbopa Mmo-
sa nipu I1T7/1, mo HacTosiIero BpeMeHU He TTOSIBUJIOCH O/~
3aKOHHBIX aKTOB, KOTOpbIe Obl 0OOecreunuBalId KOHTPOIb
COOJTIOIEHU S TIOJIOXKEHU I 3TO CTaThHU.

OCHOBHBIM TOKYMEHTOM, PEryJIupyIoluM MpUMeHe-
Hue MmetonoB BPT B Poccuu, B HacTosIee BpeMsl SIBJISIET-
cs1 ipuka3 MuHucTepeTBa 3apaBooxpaHeHust PO No 1070
ot 30.08.2012 «ITopsimok Mcroab30BaHUST BCIIOMOTaTe b~
HBIX PEMPOAYKTUBHBIX TEXHOJIOTHI, TTPOTUBOIIOKA3aHUS
U orpaHuyYeHus K npumeHenuto» [18]. Il ymomuHaet-
¢Sl B IIpUKa3e, OJHAKO NeTAIbHO HE pacCMaTpUBaeTCs, XO-
181 yacTh [1I'/1, BKITIouaromias MHBa3MBHOE BMEIIATEILCTBO
— OUoIICHI0 SMOPUOHOB, SIBJISIETCS YACThIO JIEYEOHOTO LUK~
Ja OKO. OcHOBHAasl OTBETCTBEHHOCTh 32 BECh JIeUeOHBIN
ki OKO nexut Ha jevaiiem Bpade. HemanoBaxkHbIM
BOIIPOCOM SIBJISIIOTCSI KPUTEPUU TepeHOCa SMOPUOHOB,
B TOM YMCJIE, IO TeHETUYECKUM XapaKTepUCTUKAM.

B HOpMaTUBHBIX TOKYMEHTaX, PETYJIMPYIONIUX B Ha-
crosiiiee BpeMsl GyHKIIMOHUPOBAHE MENUKO-TeHETHYE-
cKolt ciyk0b1 Poccuiickoit @enepaiinn, mpoBeaeHNE Mpe-
HaTaJIbHOW NMAarHOCTUKU, OPraHM3aLMI0 TTOMOIIU O0JIb-
HBIM C HacJIe[ICTBEHHBIMU 3a00JeBaHusIMU, T1TJ] Hurae He
ynoMuHaetTcs. B To ke BpeMsi 04eBUIHO, UTO B CBSI3U CO
cneuurdukoit I1T'J] MoOHOreHHBIX 00J1e3Hel, BOITPOC O Ha-
JIMYUK MEIUIIMHCKUX ITOKA3aHWI 71T TIPOBEACHMS TON
Mpolenypbl B KOHKPETHOM ceMbe JOJIKEH peliaTh Bpay-
reHeTuk. [Ipenmnosnaraercs, 4To Bpau-reHeTUK MPUMET pe-
ILIeHWe, UCXOMS U3 CBOMX 3HAHUI Ha OCHOBaHWUU Pe3yJib-
TaToOB 00C/IeN0BaHUSI cCeMbU. B 1efiCTBUTEILHOCTH, OTCYT-
CTBME HOPMATHUBHOTI'O PEryJIMPOBAHUS YacTO CTaBUT Bpaya
B 3aTPYAHUTEbHOE MOJOXEHUE B OTHOIIICHUH JIETUTUM-
Hoctu IIT'A. Kak u B 1100011 Apyroii obiactu, Bpayd 10J-
>KEH OBITh MOATOTOBAEHHBIM KaK K PEIIeHUI0 CTaHAapT-
HbIx cutyauuii ipu [T, Tak U CI0XHBIX 9TUYECKUX TTPO-
0JieM, UMETh CITellMabHble PEKOMEHIALIUY.

B cnenmanu3anpoBaHHBIX PYKOBOICTBAaX B 00J1aCTH
BPT u menuumHcKoi reHeTuku rokazanus mjist [T mpu-
CYTCTBYIOT, OJHAKO OHUW HE MpOopadoTaHbl AeTanibHO. [Tpak-
TUYECKU He 00CYyXIaeTcsl 3HaUeHUE TSDKECTH 3a00J1eBaHUS

npu onpeneiaeHuu noxkasanuii s [T, Tak, B pekoMeH-
nauusix Poccuiickoit accounanuu penpoayKinu yeaoBe-
ka (PAPY) nmo BPT mns Bpaueii, mokazanus maast [T
oIpenesieHbl CleayonuM obpa3oM: «Prck poxaeHus ae-
Tel ¢ MyTalMeit 11000ro N30JIMPOBAHHOTO TeHA WIU XPO-
MOCOMHBIX aHOMAJIMIA, BBISIBICHHBIN B pe3yJIbTaTe MEIu-
KO-T€HETUYECKOro oocienoBaHus (KIMHUKO-TeHeanoru-
YECKOTO UCCIeNOBaHMSs, KApUOTUIIMPOBAHUS U Ap.), T.€.
B CBSI3U C BBICOKMM allPUOPHBIM PUCKOM F€HETUYECKUX
Oosie3Heli» [22]. HalmmoHanbHOE pyKOBOACTBO MO HACEI-
CTBEHHBIM 00J1e3HSIM, conaepxkaliee pazaen o [T, Tak-
K€ HE COACPXKUT YETKUX MOKa3aHUI WU KPUTEPUEB B OT-
HOUIEHUH TsKecTH 3abosieBanus [14]. B cTaTbe, mocBs-
LIEHHOI MeIUKO-TeHEeTUYECKOMY KOHCYIBTUPOBAHUIO TIPU
IIT'J1, B HanmMcaHUU KOTOPOil yuacTBOBAIM HEKOTOPBIE aB-
TOPBI HACTOSIIIIEH CTaTbU, B KAUYECTBE MOKA3aHUM YKa3bl-
BaJICSl «BBICOKMI PUCK POXACHUS peOeHKa ¢ TeHHOI 60-
Jie3Hblo» [23]. cnonb3oBaHuUe clioBa «00JIe3HU» Ka3aa0Ch
nocTtaToyHbIM. OTHAKO C pa3BUTUEM TEXHUYECKUX BO3-
MOKHOCTE TMarHOCTUKU U UCCIeNOBaHUIA B 00J1aCTU Ha-
CJIeNCTBEHHBIX 3a00eBaHnil kputepun st [1T] reHHbIX
0oJie3Hel TpeOYIOT JOMOJTHUTEILHOTO 00CcyKaeHus. B cBs-
31 C OTCYTCTBUEM YETKMX PEKOMEHAAIWIl B OTHOIIEHUN
nokazaHuii K I'1I'Jl BozHUKaeT 061acTh HeonpeaeJeHHO-
CTH, PE3YJIbTaTOM YEro TEOPETUUECKU MOTYT SIBJISIThCS IEi -
CTBUSI, HAHOCSIIME Bpel MalMeHTaM: HEOOOCHOBaHHbIE
BMeIIATEIbCTBA B SMOPHUOHBI, HEONIpaBIaHHOE BHIOPAKO-
BbIBaHME SMOPUOHOB U HEOOOCHOBAHHbIE MaTepUaAIbHbIE
3aTpaThl.

B ycnoBusix neduiiita HOpMaTUBHOTO PETYJIUPOBAHUS
Bpay OMUPAETCs Ha MPUHIIMITHI BpaueOHOM TEOHTOIOTUU
U 001IeYeT0BeYeCKO Mopaliv, chopMyIUpOBaHHbBIE CO
BpeMmeH ['mnmnokparta. YeTbipe OCHOBHBIX MPUHIIUIIA: JIe-
Jlaif 671aro, He HaBpeau, aBTOHOMUS JIMYHOCTH, CIIpaBe.l-
JIMBOCTh U 3 MpaBwia (MpaBaAUuBOCTb, KOH(DUACHIIMATb-
HOCTb, UH(OPMUPOBAHHOE COTJIacKe) MO3BOJISIOT peniaTh
OOJIBLIIMHCTBO 3TUYECKUX BOMPOcoB [24]. OcHoBomosara-
[oIIMe MPUHIMIBI TPOBEACHMSI OMOMEAULIMHCKUX UCCIIe-
JIOBaHUI Ha JIOASX, OMpeneeHbl XeJIbCUHKCKOUN AeKiia-
panueii [25].

HoBble TexHOMOTUY B 00J1aCTH pabOTHI ¢ SMOPUOHA-
MU YeJIoBeKa CTaBSIT HOBbIE TUYECKUE BOMPOCHI, B TOM
YUCJIE O MOPAJbHOM U IOPUAMYECKOM CTaTyce SMOpHOHa
[26, 27]. MexXnyHapoaTHBIM IOPUINIECKUM JTOKYMEHTOM,
KOTOPBII peryiupyeT NpoBeaeHue OMOMEIUIIMHCKUX UC-
cienoBaHuii, seinsiercss Kousenimst Coseta EBporbl o 3a-
LIMTE MpaB U JOCTOMHCTB YeJI0BEKa B CBSI3U C MCITOIb30-
BaHUEM JOCTUXKEHUI OUOJOTUU U MeaULIMHBI — KOHBEH-
1M1 0 mpaBax 4yejioBeka B onoMenuuuHe (KoHBeHIIMS
0 6uontuke), mpuHsTas B OBbeno (Mcnanus) B 1997 ro-
ny. B HeM ecTb MmojioXkeHus, KOTOpbIE 3alpelaioT MpoBe-
JIeHUe UcCIeoBaHMIT Ha YeJIOBEYECKUX SOMOPUOHAX U Tpe-
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OyI0T O€peKHOTO OTHOIIICHUST K TEHOMY YeJloBeKa. 3arpe-
IIeHa TUCKPUMHWHAIIMS 10 TeHeTUISCKUM IpU3HaKaM,
BMEIIATEILCTBO B TEHOM YeJIOBeKa OTpaHMYEHO TOJIBKO
NpoPUIAKTUISCKUMU, THAaTHOCTUIECKUMHU U TeparieBTH-
YECKUMH 1eJISIMU TIPY COOJTIONEHUHN YCIOBUSI COXPaHHO-
CTU TeHOMa HaCJIeTHUKOB JaHHOTO YeJIoBeKa, 3aIpelieH
BBIOOp T0J1a Oyaylero pedbeHka (3a UCKIIOUeHUEM Cyva-
€B MPeOTBPaIlleHMs] HAaCJIeIoBaHUsT 3a00JIeBaHNsI, CBSI3aH-
Horo ¢ nojom) [28, 29]. B To ke BpeMsI IpaBOBOi1 cTaTyC
AMOpPUOHOB He OIlpee/ieH He Tobko B Poccuu, HO 1
B ApYyTux cTpaHax [27].

BaxkxHO OTMETHUTB, UTO C pa3BUTHEM HOPMATHUBHOI Oa-
3Bl ¥ TTPO(HECCUOHABHBIX PYKOBOJCTB YMCIIO 3TUYECKUX
BOITPOCOB, TPEOYIOITUX CIEIUATIEHOTO PACCMOTPEHMSI, MO-
KET 3HAYMTEIbHO COKPATUThHCSI.

MokazaHus v Kputepum ans NI reHHbIX 60ne3Hen
B MeX[yHapoAHbIX peKoOMeHAaLNAX

Crporas MeauIImHCKast MOIesIh TIOApa3yMeBaeT, ITo I10-
kazaHueM jist I1IJ] reHHbIX OoJ1e3He SIBIsIeTCs BHICOKUIA
TEHETUIECKUI PUCK TSKEJIBIX MOHOTEHHBIX 3a00JIeBaHNIA,
YTO OTPAKEHO B OOJIBIIMHCTBE MEXKIYHAPOIHBIX PEKOMEH-
mauwmii [30]. Juckyccuu o mpuemiemoctu 1T/l Bo3HuKa-
0T, KOTJIa PUCK WJIM TSDKECTh 3a00J1eBaHMSI HEJTh3SI OTIpeie-
JINTh OAHO3HAYHO. MeXIyHapoaHO opraHu3auueit, 0000-
LIAIoIIeli MUPOBBIE JaHHbIE O JieueOHbIX HuKiax ¢ 11 u
npaktuke vcrnoab3oBanus [T/, ESHRE PGD Consortium
(c memaBHero Bpemenrn ESHRE PGT Consortium), npen-
JIOXKeHBbI pekoMeHaanuu o ipumeHeHuu I1I/1, B Tom uuc-
JIe 11T MOHOTeHHBIX 00J1e3Heii [30, 31].

B pexomenpaumsx ESHRE, nznannsix B 2011 ., omnpe-
JIeJIeHbl KpUTEPUU BKITIOUEHUS TTalleHTOB B riporpammy T1I]],
¥ KpuTeprn uckimoueHus [31]. MoseKkynsipHO-TeHeTUIeCKoe
TECTUPOBAHUE SMOPHMOHOB MOXKET BBITIOTHSITHCS TSI TIOKC-
Ka TeHePaTUBHOI MyTallMK (MyTalllii) C TIOATBEPKICHHBIM
MaTOTeHHBIM 3HAYCHUEM, MICHTU(UILIMPOBAHHOM Y pOIUTE-
JIEU Y MPOSIBIISIIOIIEIACS IIPU POXKICHUM, B IE€TCKOM WJIN
B3POCJIOM BOo3pacTe. MyTalus 10JKHA ObITh U3BECTHA KaK
MPUYMHA CEPHE3HOTO HACIEICTBEHHOTO 3a00meBaHus. O06-
e kputepuu nposeneHus [11] BKIoyaroT MpuHIUIUATb-
HYIO TEXHIYECKYIO BO3MOXXHOCTD 1 BBICOKYIO HAIeXKHOCTh
MUAarHOCTUKY. KpuTeprsiMu NCKITIOUSHUS SIBIISIIOTCST HEO-
MpeneIeHHOCTh TEHETUIECKOTO TMAarHo3a, KOTopast MOXET
OBITh CBsI3aHA C TEHETUYECKOI T'eTepOreHHOCThIO 3a00JIeBa-
HUS ¥ HEOTIpeIeICHHBIM TUIIOM HacJIeI0BaHMS, HU3KUIA re-
Hetnueckuit puck (Huke 10%) [31]. B pekoMeHaausix yka-
3BIBAIOTCS CITEI(PUICCKIEC KPUTSPUH /11 MUTOXOHIPUATb-
HBIX Oone3Heil 1 HLA-TunmpoBaHus, oTpaxXeHHbIE B
MAIbHEWIIMX pa3aesiaX HaCTOSIIEH CTaThbU.

B pexomenmanusx ESHRE 2014 r. obcyxxnaeTcst mpu-
meHeHue [T B ciayyasx, korma rnoka3aHusl BBIXOAST 3a

pPaMKH CTPOTOM MEAUIIMHCKOM MoIesn. ABTOPBI CIYMTAIOT,
YTO B psIAe CIy9aeB MOXKHO ITPU3HATh STHYECKU TIPUeMIIe-
moii TIT] 3a6oseBaHUl ¢ HEMOJIHOM MEHETPAHTHOCTHIO,
a TaKKe TIPY HEKOTOPBIX KOCBEHHBIX MEITUITMHCKIX ITOKa-
3aHMSIX, TAKMX KaK BBICOKWI PUCK TSKEIOTO 3a00JIeBaHS
He y caMmoro Oyayliiero pedbeHka, a 'y ero noromkos [31]. O6-
CyXXIaeTcs, YTO KPUTEPUN MOTYT OBITh HECKOJTBKO TIPS IJIST
OeCIUTOMHBIX M CYO(hEPTUITLHBIX T1ap, TTPOXOISIINX JICUCHIE
B niporpammax DKO-UKCH [30]. D1 Bonpockl paccMo-
TPEeHBI B TaJIbHEUINNX pa3iesiaX HaCTOSIIIIEH CTaThy.

JTnyecKne NPUHLUNbI «genain 6naro»
1 «He HaBpepu»

DTUYECKOI HOPMOI1 MMPUHIIUIIA «JIeJIaii 0J1ar0» CIy>KUT
MPUOPUTET UHTEPECOB IMALIMEHTOB HAll MHTEpECAMU O01LIe-
cTBa [24]. Bo3M0OXHOCTh M30eKaTh pOXACHUS peOeHKa ¢
TSIKEJIbIM HACJIEICTBEHHBIM 3a00J1€BaHUEM TTO3BOJISIET CY-
npyram u3oexaTb CTpaJaHWui, CBSI3aHHbBIX C HEU30EXKHbBIM
pa3BUTHEM 3a00JIeBaHUSI, €TI0 TSXKEIbIM MPOSIBIEHUEM,
CJIOXHBIM JIEYEHHEM, a YACTO U HEBO3MOXKHOCTbBIO U3JIe-
YeHWsI, MHBATUAN3AIeH Wau paHHEel cMepThio. OmHAKO
€CJIY TallMeHThl HEe PaclieHUBAIOT MPEUMYILECTBA JOPOHO-
BOI TMAarHOCTUKM KakK 0J1aro, NpuHYyAUTb UX K TAKUM TPO-
LeaypaM Heb3sl, KaKUMU Obl HU ObLIM MHTEpeChl 0011Ie-
CTBa B NMPOMIIAKTUKE HACTEICTBEHHBIX 3a00JIeBaHU.

Bo3mozkHOCTh M30exXaTh IpepbiBaHUsI 0epeMEeHHOCTU
npu [1I'J] MOXXHO OTHECTU K IMIPUHILIMITY «0j1ara» B CpaBHe-
HUU C TIpeHaTaJbHOU AuarHocTukoit. [lpeHatanbHas nu-
arHOCTMKA BEJET K MpepbIBAHUIO OEPEMEHHOCTU HECOIO-
craBumo vauie, yem [1TJ1 [32]. OgHako aHOMAaNbHEIE, HE
PEKOMEHA0BAHHbIE K IEPEHOCY O9MOPUOHBI YHUUTOXKAIOT-
ca ipu DKO-TIT/] 1 5To HpaBCTBEHHO HE ONMpPaBIAHHO,
TakK e, Kak 1 abopT. bepexxHoe oTHOILIIeHUEe K SMOPUOHY,
KaK MOTEeHLMAIbHOU YesIoBeuYeCKOM KU3HU HEOOXOAUMO.
B T0 Xe BpeMsl, ec/ii BO3HUKAET BOIIPOC O TIPeAoTBpallie-
HUU POXIEHUS TsKeJ10 00JIbHOro pedbeHKa, 0oJiee paHHUE
CPOKM MPEPBbIBAHUS PA3BUTHSI, BEPOSITHO, 00J1€€ STUYHBI.
HauanoM xu3Hu yesoBeKa 00JbIIMHCTBOM MCCIeq0BaTe-
JIel B HACTosIIIee BpeMsl MMPUHSTO CUMTATh HAYajlo cepl-
LieOMeHMs y TUI0/Ia, YTO IIPMMEPHO COOTBETCTBYET 6 Hele-
nie pa3sutus [13]. B cratbe M. Baum nipuBoauTCs BBICKA-
3bIBAaHUE O TOM, UTO «ITOJIOBMHA €CTECTBEHHBIM 00pa3oM
OIIONOTBOPEHHBIX SIAIEKIETOK HE CTAHOBUTCS MJIAJAEH-
1IaMM, 1 Mbl HE HAXOIUMCS B TIOCTOSTHHOM Tpaype» [8].

Ecnu aHomasibHble SMOPUOHBI HE YTUJIU3UPOBATh, TO
HE SICHO, KaK C HUMU MOCTYINUTh najibiiue. KpnokoHcepBa-
11s — JOPOTrOCTOSIAs TPOLEAYpa U, €CJU eI XpaHEHUs
aHOMAaJIbHBIX SMOPHOHOB He SICHBI, OHA He omnpaBaaHa. Ot-
JIaTh YMOPUOHBI MMALMEHTAM, 3TO TO XK€, UTO UX ITOTYOUTb,
MOCKOJIbKY BHE CIIELIMAJIM3UPOBAHHOTO MEIULIMHCKOIO
LIEHTpa NALMEeHTbl HE CMOTYT HU KPUOKOHCEPBUPOBATD,
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HU KyJIbTUBHUPOBATh, HU aXe pa3risiaeTb SMOpUOHBL. B
pe3yJibTaTe, BEpPOSITHO, STUYHEE C COTJIacHsl MallueHTa
YHUYTOXHUTH aHOMaJIbHbIE SMOPHUOHBI B JIJAOOPATOPUHN M-
opuogorun. Eciau xxe peub uaet o6 yTiwiM3aluuu HopMasib-
HBIX 9MOPMOHOB, Ha KOTOPOI MOXKET HaCTauBaTh MAllMEeHT
(HarpuMep, He XeJjlaeT OTUIadYuBaTh KPMOKOHCEPBAIIUIO),
Y CTELMATMCTOB BOBHUKAIOT CEPhe3HbIe STUIECKUE BOIIPO-
chl. B cityyae BOBHMKHOBEHUS CJIOKHOTO 3TUYECKOTO BO-
npoca o nepeHoce amopuoHoB, ESHRE pekoMenayeT mc-
MOJIb30BaTh KPUOKOHCEPALIMIO 9MOPUOHOB 10 BCECTOPOH-
HETO PacCMOTPEHUsI BOIIPOCA U MPUHSTHS B3BEIIICHHOTO
pemeHus [30].

[MpuHIMT «He HaBpear» 3allpeliaeT UCCen0BaTe b
CKH€ U TeparneBTUYECKHE ACHCTBUSI, CBSI3aHHbBIE C HEO-
MpaBIaHHBIM PUCKOM HeOJIarOMPUSTHBIX TIOCIEACTBUM IS
nauueHTa [24]. I1I'Jl accouuupoBaHa ¢ MpoLeaypamMmu
OKO-NKCH, 6uorncun asMmOopuoHOB. B HacTos1ee BpeMsi
metonsl OKO u UKCH sBnstorcst 3hheKTUBHBIMU MeT -
IIMHCKUMM TipolieaypaMu. OHU He SIBJISTIOTCS aOCOIOTHO
0e30ITacHbIMU, KaK JIIOOble MEMUIIMHCKYE BMEIIaTeIbCTRA,
1 6e3 TToKa3aHWii OHU MPOBOIUTHLCS He TOJKHBI. [Ipobie-
MO CJIY>KUT TO, YTO BECh MPOLIECC JOCTATOYHO OOPEMEHU -
TeJIeH JUISl XKeHIIMHBI, CJIOXKEH, JIMTEICH, UMEET CBOU
orpaHuyeHus. OCHOBHBIE (haKTOPhI PUCKa CBSI3aHBI CO
CTUMYJISILIMEH cyrepoByisiiin. Heo6XoaMo yuuThIBaTh,
YTO IIIAHCHI Ha YCTIENTHBII UCXOM OrpaHn4YeHbI. B xome jie-
yebHoro uukiaa OKO-IIT/] MoxeT He MPOU30UTH OILIO-
JOTBOPEHUE YaCTU SHIEKIETOK, SMOPUOHBI MOTYT IIJIOXO
pa3BUBAThCS, MOTYT HEe UMILJIAHTUPOBATHCSI, MOXET He
OBITh PEKOMEHIOBAaHHBIX K MEPEHOCY 9MOPUOHOB, B TOM
yucie, no pesyabtatam I1I'J]. HeonpaBnaHHble BMella-
TeJIbCTBA B 9MOPUOHBI YeJIOBEKa, a TAKXKe TPOBEIeHUE
OKO-IIT/] 6e3 moka3aHUl MOTYT ObITh HapyllleHUEM
MPUHIIMTIA HEIPUYMHEHWSI Bpea.

PeﬂpOAyKTVIBHaﬂ aBTOHOMMA
N HeANpPEeKTUBHOE KOHCYJNIbTpOBaHMe

DTUIeCKUI TPUHITUTT AaBTOHOMUY JIMYHOCTU — 3TO TIPH-
3HaHNE CBOOOIBI M MOCTOMHCTBA ITallMeHTOB. [lanneHTh
TOJDKHBI TIPUHUMATD CAMOCTOSITESTEHBIC PEITPOAYKTHUBHBIC
pEIIeHUs O TOM UMETh WJIM HEe UMETh IeTei, NCITOIh30BaTh
JIA TOPOIOBYIO TUATHOCTHUKY, U KaKyl0 UMEHHO. ABTOHO-
MMUSI B BOIIPOCAX I0POJOBOM TMAarHOCTUKY OTHOCUTCS K Ta-
LIUEHTKE U €€ CYIPYTY, KOTOPbIe OTBETCTBEHHBI 3a IIPUHSI-
THE pelleHUs] B OTHOLICEHUM 3MOpUOHa Wiy 1toaa. [lnon u
SMOPHMOH HE SIBJISIOTCS aBTOHOMHBIMM cyObeKTamu. OnmHa-
KO MHTEPECH OymyIero peoeHKa IMPpUHUMAIOTCS BO BHUMA-
HHUE. DTUYECKHUE BOIIPOCHI B CBETE MPUHIIAIIOB aBTOHOMUM
" «Oj1ara» BO3HMKAIOT B TeX CIyJasiX, KOraa peIieHus Cy-
MPYKECKOM IMapbl HE HECYT ITOJIB3BI T CAMOT0 SMOpHOHA
U Oyayuero pedbeHka, HalpuMep, B ciydyae MpeuMILIaHTa-

1moHHoro HLA-TUNMpoBaHUsI WY XeTaHUsI CYTPYKECKOM
Mapbl TIEPEHECTH aHOMAJIbHBIN SMOPHOH. B cBsI31 ¢ psimom
ATUYECKUX TTPO0JIeM B 00J1aCTH KaK TpeHaTaIbHOM, TaK 1
MPEUMITTAHTALIMOHHOM IMarHOCTUKM, OOCYXKIArOTCSI Tpa-
Ba >MOpHroHa M tona [33].

Peanm3zanueii mpuHIIMIIA aBTOHOMUH SIBJISIIOTCSI J10-
OPOBOJILHOCTH TIPOLIEYP Y IIPUHSTUS PEIICHUI, HeINPEK-
TUBHOCTb KOHCYJbTUpoBaHus [34]. Heobxonumbl apdex-
TUBHBIE PEKOMEHIAIIMU, KOTOPbIE TTO3BOJISIN ObI U30eTaTh
HETIpUeMJIEMOTO IaBJICHUsI Ha MTallMeHTOB, MAaHUITYJIUPO-
BaHUs YYBCTBOM BUHBI 3a Tepenady MyTaluuy 1o HacIe -
cTBY [9]. Ob6s13aTeNIbHBIM 37IEMEHTOM MEIUKO-TeHETHYe-
CKOTO KOHCYJITUPOBAHMSI SIBJISIETCSI MTHPOPMUPOBAHHOE
comacue Ha npoBeaeHue npouenypsl I [34]. OaHako,
BaxKHO OTMETUTb, YTO caMO 10 cedbe MH(POPMUPOBAHHOE
corylacue aBTOMaTUYeCK1 He 03HAaYaeT BO3MOXKXHOCTb TIPH-
MEHEHMsI JTII000i1 METUIIMHCKOM TIPOLIeTyphl €3 MEIUIIMH-
CKUMX MOKa3aHU.

K HapyieHuIo IpUHIIMIIOB aBTOHOMMU MOXET ITpH-
BECTU U HEOOOCHOBAHHOE 3aKOHOAATEIbHOE OrpaHUYEHUE
IITA. B cratbe S. Munne u J. Cohen KpUTuKyeTcs MOpa-
TOPMUIA, KOTOPBIiA SIIMOHCKOE 0011IeCTBO aKyIlIepOB M THHE-
KOJIOrOB HaJloxkuJio Ha nmpuMeHeHue T1I]1, B cBsI3u ¢ TeMm,
YTO 3TO «IMCKPUMUWHALIMS JIUII C TEHETUIECKMMU aHOMa-
JusiMu» [35]. ABTOPBI CUMTAIOT TaKyt0 MO3UIIMIO HapyIle-
HUEM TIpaB JIIoJel Ha BO3MOXHOCTh BbIOOpA XXU3HECTIO-
COOHOTO AMOpPUOHA U POXKAEHUS 310POBOI0 peOEHKA.

Ocobennoctblo I siBasieTcst To, YTO Ha aBTOHOMMUIO
CYIIPYXECKOH Mmapbl OKa3bIBaeT BIUSHUE «aBTOHOMHasI»
>KU3Hb BMOPHOHA B TIepBBIE AHU. B 3TOT repuon aMOpruoH
3aBUCUT, IPEUMYIIIECTBEHHO, OT SMOpPHOJIOTa M Bpada-pe-
MpoayKToJiora, a He oT Oyayiueit matepu. [1pu KoHCyIb-
TUPOBAHUM TIepe]l IEPEHOCOM SMOPUOHOB YaCTO CIOKHO
cO0JII0IaTh ABTOHOMHBIN BBIOOD XKEHIIUHBI U HEAUPEK-
TUBHOCTb KOHCYJIbTUPOBAaHMSI, TaK KaK XXEHIIIMHA HE MO-
KT CAMOCTOSTEIBHO OIPEIEIUTh, KAKO MMEHHO 3MOPU-
OH MePEHOCUTD U TTOJIHOCTBIO TT0JIaraeTcs Ha MHEHME Bpa-
Yya. DTOT BOMPOC AOIMOJHUTENBbHO 3aTPOHYT B pasjeie
«BbI0Op reHOTHITa SMOPUOHA» HACTOSIILIEH CTaThU.

HemanoBaxkHBIM acIeKTOM SIBJISIETCSI U3MEHEHUE
B3IJISIIOB B OOIIIECTBE Ha HACJIeCTBEHHbIE 3a00eBaHUSI.
[TpumepoM TpaHchopMaILK B3IJISIIOB Ha HETUPEKTUBHOE
KOHCYJIbTPOBAaHME MOXKET CJIy>KUThb 3aKOH, Ha3bIBaeMbIi
«Chloe's Law» [36]. 3akon «Down Syndrome Prenatal
Education Act» 6601 mpuHaT B 2014 1. B mtate [TeHcwib-
BaHusl, CIIIA u uzBecteH Takxke noa HazBaHueM «Chloe's
Law» o mMeHu 1eBOYKM ¢ cuHapoMoM JlayHa, oTell KO-
TOPOI aKTMBHO YJ4aCTBOBAJI B €TO IIPOABKEHUH. DTOT Ye-
JIOBEK OBIJT ITOTPSICEH CTAaTUCTUICCKUMU TaHHBIMM, CBU-
JETEIbCTBYIOIIMMM O TOM, HACKOJIBKO MHOTO JKEHIITH BbI-
OuparoT abopT, eCJIM Y3HAIOT O TUarHo3e cuHapoma JlayHa
y ruiona. MHoTrue ceMbU, UMEIOIINe IeTeil ¢ CUHIPOMOM
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HayHa, yBepeHbl, UTO 00J1e3Hb HEOOOCHOBAHHO CTUTMaTH -
3upyeTcs 1 MHQOpMAaIU TIPeIOCTaBISICTCS TAKMM 00pa-
30M, YTOOBI pellieHre XKEeHILMH ObLIO B MOJIb3y abopTa, a
HEeWTpaJIUTEeT Bpada Py KOHCYJIBTUPOBaHUM He 3(hdheK-
tuBeH. «Chloe's Law» 3akoHOaTe1bHO 00sI3bIBAET 0Oe-
CIIEYNBATh TMTO3UTHUBHOE KOHCYJIETUPOBAHNE B OTHOIIICHUN
cuHIpoMa JlayHa 1 TIpeIoCTaBIISTh ITOJTHYIO WH(DOPMAIIIIO
0 00J1e3HM, BOBMOXHOCTSIX JICUEHUSI U peCypcax MOIIepK-
KU TTaLMeHTOB U ux cemeit. Takum oopazom, «Chloe's Law»
MpeacTaB/seT coO00 OCO3HAHHbBI HOPMATUBHBINA U 3TH-
YeCKUI CABUT OT IPUHATOTO HOMUHAJILHOTO HEMTpaInTe-
Ta KOHCYJIFTUPOBAHMS B CTOPOHY TIpeICTaBIeHUS abopTa
B HETaTMBHOM CBeTe, a peOeHKa-WHBaJINAA — B TTO3UTUB-
HOM [36].

DKCTParoINPysT CUTYaIIIO C TTO3UTUBHBIM KOHCYJTb-
TUPOBAaHUEM B OTHOIICHUHN TSDKEJIOTO HACIIEACTBEHHOTO
3abosneBaHus Ha [T, MOXXKHO KOHCTaTUPOBaTh, UYTO caMa
JMMarHOCTUKA I10 OOJIBIIIEH YaCTH TepsieT CBOM cMbIci. Kak
MpeHaTajbHasl, TaK U TPEUMITJIaHTaAllMOHHAST TUAaTrHOCTH -
Ka SIBJISTIOTCST YaCThIO MEIULIMHBI U HAIIpaBJICHBI Ha MPO-
(punakTuKy OOJNIE3HEN.

anlIHl.lllll'l cnpaBeginBoCTA

IIpuHUUT cipaBelIMBOCTU 3aKJIIOYAETCS B PaBHOU
JTOCTYITHOCTHU HAaCeJeHUIO PECypCOB MeIMKO-TeHETUYECKON
nomoutu [34]. IuddepeHnpoBaHHOE UCITOIb30BaHKE 10-
POMIOBOI TUAarHOCTUKU U CEJIEKTMBHOTO OTOOpa pasind-
HBIMM COLIMAIbBHBIMU CJIOSIMU MOXET TIPUBECTH K Hecha-
JJAHCUPOBAaHHOMY pacIipelle]IeHNI0 HaCIeICTBEHHBIX 00-
JIe3Hel Mo colMalibHbIM KJlaccaM [34].

l'unepOoM3upoBaHHbBIN TTPUMEP AMCKPUMUHALIMM 10
TeHETUYECKUM XapaKTepUCTUKaM IPOJIeMOHCTPUPOBAH B
XyIOKECTBEHHOM HaydyHO-(haHTacTuYecKoM uibme «Iat-
Taka» («Gattaca», 1997). B oO1ecTBe, mpeAacTaBIeHHOM B
(unbpMe, KapbepHBII POCT BO3MOXEH TOJIBKO JUISI TeHEeTH -
YECKU COBEPILIEHHBIX JIIOACH, KOTOPBIE POXKIAIOTCS C MC-
MMOJTb30BaHUEM 3a4aTHsI B IPOOMPKE C MPUMEHEHUEM Te-
HETUYECKOTO TeCTUPOBAHMS SMOPUOHOB U TOTIOJTHUTETb-
HOTO peIaKTHUPOBAaHUS BCEX aHOMAJIBHBIX TeHOB. Llebio
VIIYYIIeHUs] TeHOMA CITYXKUT OCBOOOXKIEHUE reHOMa dM-
OpMOHA HE TOJILKO OT MyTalllii, OTBETCTBEHHBIX 3a 3a00-
JIEeBaHUsI, HO M OT BCEX BAPUAHTOB IPEIPACITOIOKEHHOCTH
K 3a0osieBaHusIM. ['eHeTMUeCKUit aHaIU3 (He obulraib-
HO) UCITOJIb3YeTCS MPY TPYAOYCTPONUCTBE U MOJTYYEHUU 00-
pa30BaHus; HE COOTBETCTBYIOLIME Jula (in-valid), KoTo-
pble POXIEHBbI, MPEUMYILIECTBEHHO, B pe3yjbTaTe ecTe-
CTBEHHOTO 3ayaTusi, MOTYT pacCUMTHIBaTh TOJHKO Ha
HeKBaTU(GULIMPOBAHHYIO PabOTYy.

[MpyHIMT cCrIpaBeIIMBOCTH ITPEIyCMaTPUBAET JOCTYII-
HocTb DKO-UKCHU-TITH nas cynpyKeckux nap, KOTo-
pbIe B 3TOM HYXXHAlOTCs, 0COOEHHO, TT0 KPUTEPUSIM CTPO-

TMX MEITUIIMHCKMX TIOKa3aHuii. B ycioBUsIX orpaHMYeHHO-
CTU PECYpPCOB, HAIIpUMep, MPU PACCMOTPEHUM BOIIpOca O
BBIZIEJICHUY TOCYIapCTBEHHBIX CPEACTB Ha MPOBEIeHUE
IIT, cBoO01a BEIOOPA MALIMEHTOB 10JKHA OBITh COOTHE-
CeHa ¢ MPUHIIMIIOM cIipaBeyIMBocTH. Heobxonrmo cripa-
BEIJIMBOE pacIpeieieHe PECypCcoB B OTHOLIEHUH Al -
€HTOB C PaBHLIMU WU OOJIBLIIUMU MOTpeOHOCTIMHU [9].
Korma MenuumHckue pecypchl o0lecTBa OrpaHUYEHbI,
MPUOPUTETHI ClieayeT (popMUPOBATh HA OCHOBAHUU CEPhE3-
HOCTHU T€HETUYECKOTO 3a00JIeBaHUSI, a TAKXKE BEJTUYMHBI
pucka [34].

JIro6bIe KpUTepUK BKIIOYEHUS UJIU UCKITFOUEHMUS, TI0
KotopbiM ocyiectsiasiercs [T, nokHbI ObITH MPO3pay-
HBIMU, WHAYE 3TO MOTEHUUATIbHO BEIET K HECIpaBeIIn-
BOCTH JIsI HEKOTOPBIX JTIO/Iei, KOTOPBIM MOXHO OTKa3aTh
B npouenype [9]. IlpodeccruoHanbl, mpeaocTapisIone
TaKue YCIyT1, 00s13aHbI M30eraTh MTPOU3BOJIbHBIX WIIN TUC-
KPUMUHAIIMOHHBIX TTOPSIAKOB. BO3MOXHOCTH OIJIaTUTD
[T /1 He moKHA SIBISITHCS €MMHCTBEHHBIM SICHBIM KPUTE-
pueM ee rposeaeHMs [9].

B Poccuu IIT ] npenocTasisieTcsi B HACTOSIIIEE BpeMsI
HUCKJIIOUUTENIbHO HA TJIATHOM OCHOBE, U CTOMMOCTb 3TOW
MnpoleTypbl BecbMa BbIcOKa. J10 HeTaBHErO BpeMeHHU Ia-
IIMEHTHI C BEICOKUM TeHETUYECKIM PUCKOM TSDKEJIOM Ha-
CJIEICTBEHHOU 00JIe3HU HE MOTJIM PACCUUTHIBATh HA KOM-
MeHcaluio pacxoaos no nporpamme KO, HO B 3TOM Ha-
MpaBJeHUM YX€ CAeJlaHbl CYLIEeCTBEHHbIE IIaru IO
BHECEHUIO u3MeHeHui B mopsinku BPT.

MoneKynﬂpHo-reHe'rmquKoe
chnersamne cemMbn

ITpu mranuposaruum [1T']] myTaiium (maToreHHbIE Ba-
PUAHTHI HYKJICOTUIHOM MOCIeI0BATeIbHOCTH), OTBET-
CTBEHHBbIE 3a 3a00JIeBaHUE B CEMbE, TOJKHBI ObITh U3BECT-
HBI. DTO SIBJISETCS 00SI3aTEIbHBIM YCIIOBHUEM, TTOCKOIBKY
st ITT /1 mocTyIHBI TOABKO MOJIEKYJISIPHO-TEHETUUECKUE
nccinenoBanus. O6braHO rpoBoadT I1T ] omHOro MOHOTeH-
Horo 3aboJieBaHUsI, pexxe — AByX. B mocnenHeM ciiyyae
JIOJKHBI ObITh MeAULIMHCKMeE TToKa3aHus st T o6oux
3aboJieBaHU. BeposiTHOCTH BEIOOpa HOPMaIbHOIO (310-
POBOr0) SMOPHUOHA CHUKACTCS C YBEIMYEHUEM YMCia KpU-
TepueB TeHeTUYECKOTO BEIOOPA. 17151 TOJIUTEHHO HaCIemy-
embix 3a0oseBanuii [1I'J] He mpuMeHsieTcs.

MouekynsipHO-TeHeThUUecKoe o0cieoBaHue ceMeit
C HaCJIEICTBEHHBIMU 3a00JIEBAHUSIMU C KaXXIbIM TOIOM
CTAHOBUTCS BCE NOCTYITHee Oyraromapsi pa3BUTHIO HOBBIX
TexHOJIOTU. TpaguIImOHHO IMMOMCK HOCUTEIHCTBA OCHO-
BBIBACTCSI HA CEMEITHOM aHaMHe3¢ B OTHOIIICHUH OTIpe/ie-
JICHHOTO 3a00JIeBaHUS YUIN 00CIIEIOBAHUY C IIPUMEHEHH -
€M THUYECKHU-CIIeIN(UIHOM TTaHe N Ha YacThie MyTalluu
pacmpocTpaHEeHHBIX, XOPOIIO U3YICHHBIX HACICICTBCH-
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HBIX 3a00yieBaHUi. B HacTos1Iee BpeMsT MOIIIHbIE MHCTPY-
meHThl JIHK-nnarHoctuku, Takue Kak BbICOKOIIPOU3BO-
JIUTEbHOE CEKBEHUPOBAHNE U MUKPOUUTIOBbIE TEXHOJIO-
TUY TO3BOJIMJIN MPOBOAUTH TECTUPOBAHUE HA COTHU
Pa3IMYHBIX 32a00JI€BAaHUM C ITMPOKUM AUATIa30HOM (heHO-
Tunuyeckoro nposisiaeHus [37]. Takoil pacmipeHHbIN
CKPUHUHT HOCUTEILCTBA CYKUT MOBBILIEHUIO PETTPOIYK-
TUBHOU aBTOHOMMU MO MPEKOHUENIIMOHHOW MpoduIak-
THUKE HACJEeICTBEHHBIX 3a00yieBaHuii. B oTnenbHbIX ciyya-
six ucnosib3oBanue 1]l Ha OCHOBaHUM pacIIMPEHHOTO
CKPUHUHTA HOCUTEIbCTBA MOXKET MPEIOTBPATUTD TSIXKEJT0E
3a0oJieBaHue y peOeHKa.

BwmecTte ¢ TeM, BHeIpeHUE 3TUX METOAOB MOJHUMAET
HOBBIE BOTIPOCHI IS TIJITAaHUPOBAHMS TOPOIOBOM JarHo-
ctuku. [Tpu o0GcnenoBaHNY MAalMEHTOB HEPEAKO BhISIBIIS -
IOTCSl TEHETUYECKUE BAPUAHTBI C HESICHBIM KJIIMHUYECKUM
3HauyeHueM. Eciii maToreHHOCTh MyTallMu He JOKa3aHa,
BEPOSITHO, He clieayeT riaHupoBaTh [1I/] B TakKuX ceMbsIX.

HacTopoxxeHHOCTb crielIaaucTOB BhI3bIBAET MAHUITY-
suposanue [1T]] B kauecTBe OMUMM IS TPEAOTBPALICHUS
Jo6oro 3ab0s1eBaHusl, BBISIBICHHOTO ITyTEM pacllMpeHHO-
ro CKpMHUHIA HOCUTEJILCTBA JTI000M CYTNpYyKeCKOI Maphl.
PenponykTuBHBIE pelIeHUsT CYAbOOHOCHBI IS JIOACH.
IIpennonaraercs, yto nposeaeHue [T’/ y Hocuteneit my-
TalWii, IEHEeTPAHTHOCTh KOTOPBIX CHUXKEHA, KaK MUHU-
MyM TpebyeT ocoboro obcyXaeHus . A sl BApUaHTOB, Ta-
TOT€HHOCTb KOTOPBIX HE MOXKET ObITh HU MOATBEPXKICHA,
HU OMPOBEPTrHYTa, MHAUYE TOBOPSI, C HESICHBIM KJIMHUYE-
CKHM 3HaYeHUEM, HYXXKHa IajbHeIIas OleHKa MpueMJe-
moctu it [T, CnienuranucTthl MPpU3bIBaOT BO3AEPKU-
BaTbCs OT MPEIIOXEHUsI HEOOOCHOBAHHBIX TEHETUUECKUX
YCIIyT, Bpojie MakeTa « PacimmpeHHbIi CKpUHUHT HOCHUTEITh-
ctBa + III'l», KoTopbie OyayT MPUHOCUTD MAlIUEHTaM He-
000CHOBaHHbIE MaTepuaIbHbIC 3aTPaThl U BoJHeHUs [37].

FeHeTNUYecKNI pycK

B ctporoii menuimHckoit monenu uensb [IT] cocrout
B TOM, YTOOBI MPEIOTBPATUTD POXKIEHNE OOJIBHOTO peOeH-
Ka Mpu BbICOKOM reHeTnuyeckoM puicke [30, 31]. Beicokuii
TeHETUYECKUI PUCK 0O3HAYaeT PUCK POXKISHUS peOeHKa ¢
HacJIeACTBEHHBIM 3a0osieBaHueM Boiire 20% [38]. T'ene-
TUYECKUI PUCK MPU ayTOCOMHO-PELIECCUBHOM HacJel0-
BaHMM COCTaBIsIeT 25%, 111 ayTOCOMHO-TOMUHAHTHBIX —
50%, pu peLieCCUBHBIX 3a00JIEBAHUSIX, CLIETIJICHHBIX C
X-xpomocoMmoit — 50% 1Ist MaJIBYMKOB U OJTM30K K HYJTIO
s nesovek [13, 38]. Eciu npu 3a6oseBaHUM HaOI01a-
FOTCST HETIOJIHAsl TIEHETPAaHTHOCTh WJIM BapbUPYIOIast 3KC-
MPECCUBHOCTD, TMOO MyTaIMsI SIBJISIETCSI BADUAHTOM de novo,
ornpeeieHrue reHeTUYECKOTo prucka ycaoxHseTcs. s 3a-
0oJiIeBaHUM, OTKJIOHSIOLIMUXCSI OT MEHIEIEBCKOIo Hace-
JOBaHUSI, TAKKE BOZHUKAIOT 3aTPYIHEHUS B OTIpeAeIeHUN

pucka. DTo KacaeTcs 00e3Hel SKCMaHCUX, MUTOXOHAPU-
aJIbHBIX Oosie3Helt. B cityuae, ecim puck He siceH Win He
MOXET OBITh OTHECEH K BbICOKOMY, mpuemieMoctb T1I/]
MOXET BbI3BIBATH COMHEHUSI.

Ipu mpenpacnoaoXeHHOCTH K OHKOJIOTUIECKUM 3a00-
JICBaHUSIM PUCK He SIBJIsIeTCs Hen30eXXHbIM. Tak, TieHeTpaHT-
HOCTb Y HOcuTeJiel MmyTauuii reHoB BRCA cocTaBisieT Ipu-
omasuTenbHo 50—80%. 3aboneBaHMe TTpeIoTBpaIaeTCs IPo-
(puaKTUYECKO MacTAIKTOMMEN U OBapuOdKTOMUEH [8, 9,
30]. Ipyrum npuMepoM HEeMoJHOM MeHETPAaHTHOCTH CITy»KaT
onpeneseHHble ajuienu reHa HTT, oTBeTCTBEHHOrO 3a 60-
Jie3Hb ['eHTUHITOHA. Asieny, Hecylue 6osee 40 MOBTOPOB
CAG mposIBIISIIOTCS € MOJTHOM MeHETPaHTHOCTHIO. JlJ1st HO-
cuteieir 36—39 MOBTOPOB pUCK 3a00JIEBaHKS B BO3pacTe
65 net cocrassier 60%, B 70 et — 70%. [30]. Io 3akmoue-
Huto padoueti rpynmbl ESHRE nposenenue IT'] B oTHOIIE-
HUM CJTy9aeB HETTOJTHOM ITEHETPAHTHOCTH, KaK B CJTydyae pa-
Ka MOJIOYHOM 3KeJIe3bl U SMYHUKOB M XOper [ eHTMHITOHA,
MOJET CYMTAThCSI MOPAJILHO OITPaBIaHHBIM BBUILY HEO1aro-
MPUSITHOTO TPOTHO3a VTSI KAYecTBa KU3HU, HE ONTUMAalTb-
HbIX MPO(PWIAKTUUECKUX U TeparieBTUUeCKUX BapraHToB [30].
BaxxHO y4uTBIBaTh, UTO PUCK 3a00JICBAHUS MOXKET ITOJTHO-
CTBIO TTOZIOPBATh PETIPOIYKTUBHYIO YBEPEHHOCTh HEKOTOPBIX
cynpyxkeckux nap [30].

B kadecTBe KOCBEHHBIX MEAMIIMHCKUX ITOKA3aHUIA TSI
TIT 1 obcyxaaeTcst BRICOKUIT pUCK HACAEeACTBEHHOTO 3a-
0oJIeBaHUs HE y caMOro OyayIero pedbeHka, a y ero JaeTei.
Tak, B Opake My>KUMHBI C X-CLEIJIEHHBIM 3a00J1eBaHUEM,
TaKUM KaK TeMOMWINS, 1 XKEHIIMHBI C HOPMaJIBHBIM Te-
HOTUIIOM PUCK 3a0oJieBaHUs IS neTeil Hu3oK. OaHako
HEKOTOphIe Takue napbl oopaiatores 3a I1T] ¢ Liebio BbI-
0opa dSMOPUOHOB MYKCKOTO 10J1a, TOCKOJIBKY BCe IMOpHU-
OHBI XEHCKOTO T10J1a IOJIyYaT MyTaHTHYIO X-XpOMOCOMY
oT oTtua. Mx nouepu HeM30€KHO CTOJKHYTCS C BHICOKUM
pPUCKOM reMoGUJINK Y CBIHOBE#, HE3aBUCUMO OT TeHOTH -
na oyayiero cynpyra. C TOYKM 3peHUsI CTPOTOi MEINLIUH-
CKO1 MOJIEJT TaKOoe TMoKa3aHWe He MOXET ObITh 0100pe-
Ho. Onnako ESHRE npemnaraer paccmatpuBaTh Takue
cJIy4au HETaTUBHOTO BIIMSTHUS Ha 3MOPOBHE «TPAHCITOKO-
JICHUIi» ¢ TTO3ULIMI OoJIbIlIel pa3pelaolieil BO3MOXKHO-
ctu ucnojb3dyeMbix MeTon0B [30]. B 1o ke Bpemss ESHRE
OTMEYaeT, YTO B CTPEMJIEHUM M30eXaTh BRICOKUIA PHCK 3a-
OoJieBaHMS Yy peOeHKaA WM BHYKA OJKEH OBITh ONpese-
JIEH KaKOM-TO Tpeet, HMXKe KOTOPOro SMOPUOHBI MMEIOT
npaBo Ha nepeHoc [30].

B ciydasix, Kkorma puck HEBO3MOXHO TOYHO OIpejie-
JINTh, petieHue Borpoca o I 1o/mkHo mpuHUMaThCs 60-
Jiee B3BelleHHO. He pekoMeHayeTcst TpOBOAUTh TUAarHO-
CTUKY Ha BCSIKUI CITy4yaid, IT0JIb3a OT TUAarHOCTUKM JOJIK-
Ha OBITh peabHOI. Takue cirydar MOTYT OBITh ITPEIMETOM
00CYXIeHUsT MEIUIIMHCKOTO KoHcuanyma. Jlaxke cpenu
CITeIIMAJIMCTOB BCTPEYAETCSI MHEHHE, YTO Y SMOPHUOHOB
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HAYYHbIE OB30PbI

MOXHO BBISIBJISITH €11Ba JIM He BCE HACJIEICTBEHHbBIE 3200~
JIEBaHUSI, IEJIO TOJIBKO 3a TEXHOJIOTUSIMU. B oTBeT Ha Ta-
KOe MHEHUE CJIeIyeT yKa3aTh Ha BaXXHOCTh KaXKJI0TO dM-
OpMOHa KaK MOTEeHIIMABHOI YeToBeYeCcKo XXu3Hu. Yuc-
JI0 SMOPHMOHOB, KOTOPOE BO3MOXHO TOJIYYUTH B JICUeOHOM
nukie DKO, orpannyeHo. s nogydyeHusi SMOPUOHOB
TpeOyIOTCs 00JIbIIINE YCUIUS TAllMeHTOB, CIIeLIMaIUCTOB,
CYIIIECTBEHHbIE MaTepraibHble 3aTpaThl. OUEeBUIHO, YTO
KaXXIIbIii 9MOPMOH BaxKeH IJIST CYNPYXECKOU Taphl, U X
HE0OOCHOBAHHOE BbIOPAKOBBIBAHUE HEMOITYCTUMO.

TaxecTb 3aboneBaHus n BO3pacT Ha4ala

M3 HOpMaTUBHO-TIPABOBBIX aKTOB, PETYJIUPYIOIINX
TIT [T Bo MHOTHX cTpaHax, a Takxke pekomeHnanuiit ESHRE
CJIEYeT, YTO He TOJIBKO CTeTIeHb PUCKa, HO U TSDKECTh MO-
HOTE€HHOTO 3a00JIeBaHUsI UMEET BaXKHOE 3HAUEHUE ITPYU pe-
1eHuu Borpoca o nposeneHuu 11 [19, 30, 31]. OgHa-
KO caMoO OTpeesIeHUe TSKECTU HacIeICTBEHHOTo 3a00J1e-
BaHUS TIpencTaBisier codoil He mpoctyio 3aaauvy. [lpu
OIpeIeJIEHUH TSKeCTH 3a00JIeBaHUST MMEIOT 3HaYeHUE Ta-
KUe mapaMeTphl, KaK HeOJIarompusITHBIN UIn OJ1arompu-
SITHBII TIPOTHO3 JIJIST XKU3HU U 3I0POBbSI, BEPOSITHOCTb UH-
BaJIMIM3ALIMK, BO3MOXHOCTb 3(P(EKTUBHOTO JICUEHMS 3a-
OoJsieBaHUSI, BO3pACT MposiBieHUsI. PyKoBoacTBa u pe-
komeHgauu 1o I’ B ocHOBHOM He coaepKaT CITMCKOB
MOHOTEHHBIX 3a00JIeBaHNIA, 11 KOTOPBIX PEKOMEHITYETCSI
TIT. JTroOble mepeyHu HacaeNCTBEHHBIX 3a00JI€eBaHUI CO-
JepXaT pUCKM UX HeMPaBWJIbHOTO ucnojb3oBanus [30].

OnHo 1 To Xe 3a00JieBaHUE MOXET MO-pa3HOMY BOC-
MPUHUMATBLCST BpayaMU UM MallMeHTaM1, U TaKXKe pa3Hbl-
MM CEMBSIMM C OTHUM 3a0osieBaHueM. Tak, ceMbH, UMEIO-
e 00JbHBIX AETEl, YacTO 0O0JIblle HACTPOEHBbI Ha MPO-
(burakTUKy, yeM Te CYNpyKecKue Mmapbl, ¥ KOTOPBIX
MYTallM¥ ¥ PUCK YCTAHOBJIEHBI, OMHAKO OHU HUKOTIA He
CTaJIKMBaJUCh ¢ 3a00JeBaHMeM. HekoTopble ceMbr HaIpo-
THB, OTKa3bIBasICh OT JOPOIOBOI MMAarHOCTUKU, OOJIee CIT0-
KOIHO BOCIIPUHUMAIOT BO3MOXKHOCTb POXKICHWSI BTOPOTO
00JIbHOTO pebeHKa, MOTUBUPYS 3TO TEM, YTO OHU yKe 3Ha-
0T, KaK JICYUTh 3a00JIeBaHUE.

3abosieBaHMS ¢ TO3HMM HAayaJlOM BbI3bIBAIOT TUCKYC-
cuu B otHolueHuu 1T 1. DTrueckuie Bo3paxkeHUs KacaroT-
cs1 Toro (hakTa, uTo B CIyyae MO3IHEero Hayasa 4eJoBeK MO-
KeT TIPOXKUTD MOTHOLIEHHBIE TOJIbI JKU3HU JI0 3PEJIOTO BO3-
pacta. TeM He MeHee, BBUIY HeOJIarOIpUsITHOTO TTPOrHO3a
JUTSL XKU3HU U OTCYTCTBUS 3 dhekTuBHOrO JiedeHus, [T/ B
OTHOIIIEHUU 00JIE3HE C MO3IHUM HavyajoM U HeO1aronpu-
SITHBIM TTPOTHO30M SIBJISIETCS] 9TUYECKU ITpuemMiieMoit [39].

Muxkponenen Y-XpOMOCOMBI SIBJISIIOTCST OHOM 13
MPUYMH OecTUIonus y My>XurH. Takoe HapyllIeHUe He SIB-
Jgetcs TsikenbiM 3adoneBaHreM. OnHako ESHRE cuura-
€T HeOOXOIMMBIM ITPUHUMATh BO BHUMaHUE, YTO OyIylIre

POIUTEN HECYT CYIIIECTBEHHbIE 3aTpaThl Ha JieueHue bec-
TUI0AMsI, BO3MOXHOE TOJbKO ¢ mpuMeHeHneM DKO/MK-
CU. Ux xenaHue n30aBUTh OYAYLIEro pebeHKa OT pernpo-
TYKTUBHBIX MTPOOJIEM, C KOTOPBIMU OHU CTOJIKHYJIUCH Ca-
MU, MopajibHO onpaBaaHo. [Tposenenue [T/ niast Takux
ciayyaeB ESHRE pacuenuBaet kak nmpuemiemoe [30].

ITpu MUTOXOHIPUATBHBIX 32001€BaHUSIX BO3HUKAIOT
MpoOJIeMbl KaK ¢ ONpeaesIeHUeM prcKa, TaK U CTEIEHU TsI-
JXecTu 3abosieBaHUsI. MUTOXOHIpUATbHbIE 00J€3HU, 00Y-
CJIOBJIEHHBIE MyTalusIMU MuUToXoHapuanbHoi JIHK, xa-
paKkTepu3yoTCs crieurudruIecKuMU 0COOEHHOCTSIMU, B -
SIIOIIMMU Ha OTpee/ieHUe FeHeTUYeCKoro pucka. Muro-
XOHIIpUAJIbHBIE TeHBI MTOJTHOCThIO HACJIEAYIOTCS OT MaTe-
pU, OAHAKO TMPU TeTeporyia3Muu (CMecu HOpMaJabHOU U
MyTaHTHO# MutoxoHapuaiabHoit JIHK), xapakrepHoii ns
MUTOXOHAPUATBHBIX 00JIE3HEH, COCTaB MUTOXOHIPUAJIb-
Hoit IHK oouura npenckaszaTh c105kHO. OKOJIO TPETH CITy-
YyaeB MUTOXOHAPUATIbHBIX 00JIe€3Heil 00yCIOBIeHbl MyTa-
LIUSIMU de novo Y TIOBTOPHBIN PUCK B 3TUX CJTydasix OLICHU-
BaeTcs Kak HU3kui [33]. g HEeKOTOpbIX HacleayeMbIX
MUTOXOHAPUATBHBIX MyTallMii KIMHUYECcKasi MaHUbecTa-
1us 6os1ee npeackasyema, ISl ApYrux MporHo3 MpakTuyie-
CKU HeBO3MOXeH. OTaefbHble KIMHUYECKUE ciaydyau
ycnemtHoi 1T MuToXoHApPUAIbHBIX 00JI€3HEl MpUuBO-
nsartcs B auTeparype. OqHaKo B OOJbIIMHCTBE CJTy4aeB -
arHoctuyeckue Bo3aMoxXHocTH T1T ] MUTOXOHApUATBHBIX
Oosie3Heit octaroTest HeonpeaeaéHHbIMU [30, 33, 40].

B cootBercTBUM ¢ pekoMeHnausasmMu ESHRE kpure-
pusimu Bo3MoxXHOCcTU TipoBefeHus [T mMuToxoHapu-
AJIbHBIX 3200JIEBAHUI CTYXaT sIIEPHOE HACAeTIOBaHNE, Bbl-
0op 1oJ1a B ciyvasix, Koraa rmposiBieHre 3a001eBaHus 3a-
BUCUT OT MoJia MallMeHTa, U JOoKa3aHHas YyeTKas
KOppeJISIIUs MyTalluy U TSKecTr 3abosieBanus [31].

Heobxonumo otMeTuTh, yTo kpome I1T'/] pazBuBaroT-
cs apyrue texHogoruu BPT, mo3Bosisiiolye rnpenoTBpa-
1IaTh MUTOXOHApPUAJbHbBIE 00JIe3HU, HAllpaBJIECHHbIE Ha
3aMEHY LIMTOIIa3Mbl OOIIMTA WU 3UTOTHl HA TOHOPCKYIO,
B YaCTHOCTHU, MYTEM IMepeHoca siipa OOLIUTOB UJIU MPO-
HykJieycoB [40]. [TpenMylecTBOM TOHOPCTBA MUTOXOH-
IpUil B CpaBHEHUU C Oojiee CTaHAAPTHBIM TOHOPCTBOM
OOLIMTOB CJIYKUT COXpaHEHWE HacJeqOBaHUS SIIEPHbIX
TE€HOB OT MaTepH.

Bbi6op reHoTuna sm6puroHa

TIT 1 BbITIOSIHSIETCSI B LIEJISIX TTPEIOTBPALLIEHUST POXKIE-
HUS 60JIbHOTO pebeHKa, MO3TOMY CUMTAETCsl, YTO BOIPOC
0 BbIOOpE reHOTHUIa SMOPHOHA OUEBUIEH U HE MOXKET BbI-
3bIBaTh 3aTpyaHeHUil. TeM He MeHee, B MPaKTUKE MOTYT
BO3HUKATh CJIOXKHbBIE CUTYyaLIUU.

Ecnu uenemnosiaraHue npsiMmo He 3aJ0XKeHO B HOpMa-
TUBHBIX foKyMeHTax, I1T /I MoxXeT paccMaTpuBaThCS He-
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KOTOPBIMH TTAalIMEHTaMM KaK CIIoco0 pOKIeHUs 00JIBHO-
ro pedeHka. Takue ciaydyau U3BECTHBI B CEMbSIX C TJYXO-
Tol, axoHaporuiazueit. ITauueHTsl ¢ TJIyXOTOH MOTU-
BUPYIOT CBOE pEIlIeHUE TEM, UTO UM CJIOKHO OYIeT BOC-
MUTATh CAbILIAIIETo pedeHKa. [J1yXoTy Cl10XXHO pacLieHU-
BaTh KaK BapyMaHT HOPMBI, ITOCKOJbKY OHa MOXKET MPH-
yrHo# uHBanuaHocTH [30]. 1st axoHapoI1a3uu aTuye-
CKMIT BHIOOP MOXET ObITh OoJiee MpobaeMaTUYHbIM. TeM
He MeHee, IIPY IPUHSATUM PelIeHUsT ClielyeT TPUHUMATh
BO BHUMaHUE MEIUIIMHCKKE aCTIeKThl 3a00JIeBaHUS: Y e~
Teil ¥ B3pOCIIBIX C aXOHIPOIIa3uell pa3ITudHble TpooJIe-
MBI CO 3I0POBhEM HAMHOTO 00Jjiee BEpOSITHBI, UeM 0e3
axoHaporiaszuuu [30].

IIpobGiemy cocTaBiisieT MEPEHOC aHOMAJIbHBIX SMOPU-
OHOB B CJTydasiX, KOTaa HeT JOCTYITHBIX JIJIST TlepeHoca 3M-
OPHMOHOB, TMAarHOCTUPOBAHHBIX KaK HOpMaJIbHbIE (310pO-
BbIe). B penkux ciyvasix, ocobeHHo Koraa nombitka D KO-
NKCH gaBasieTcsd MocaeaHUM IIAHCOM AOCTUXEHUS
OepeMeHHOCTHU U Bce aMOpHOHBI 1o pesybTatam [T oka-
3aJIUCh aHOMAJILHBIMM, CYTIpYKecKasl Irapa MOKeT IPOCHUTh
MepeHeCcT aHOMaJIbHBIN 9MOpUOH. Bo3HMKAIOT cCOMHe-
HUSI, HACKOJIBKO TaKOil BBIOOP MOXKET OBITh 3TUYECKU
ornpaBnaHHbIM. C OMHOW CTOPOHBI, HEOOXOIUMO CJIeI0-
BaTh MPUHIIMITY PETIPOAYKTUBHON aBTOHOMUM CYIIPYTOB.
Tak, u1st TpeHaTaIbHOM TUarHOCTUKK CTaHIapTOM SIBJISI-
€TCSI HeMMPEKTUBHOCTh M yBaXKeHUE BbIOOpA TAIIMEHTOB
OTHOCHTEJIHLHO TTPOJIOHTALIMY WY TIpephIBaHUsI OepeMeH-
HOCTH TUIOIOM C TeHeTUYECKMMU HapyIIeHUussMu. B To ke
BpeMsI Bpauu OTBETCTBEHHBI 3a 3[J0POBbE OYIyILIEero pedeH-
Ka. Bo3HuKaeT Bonpoc: BIipaBe il Bpad 0TKa3aTh B MEIM-
LIMHCKOM ycayre B Tomo0HoM ciydae? s ucKitoueHus
TaKOM CUTyalluy TpeiaraeTcsl B MHPOPMHUPOBAHHOE CO-
rJlacve BKJTIOYATh IYHKT O TOM, YTO CYITpYKecKasl Tlapa He
OyneT HacTauBaTh Ha MiepeHOoCce SMOPUOHA C aHOMAaJTbHBIM
TEeHOTHUIIOM.

C yuetroM ocHoBHOM 1enu IT7J] — n3bexaTh Hacaen-
CTBEHHOE 3a00JIeBaHue y peOeHKa — MHOTME MEIUIINH-
CKUe IIEHTPhl HUKOT/IA He MEePEeHOCIT aHOMaJIbHbIC dM-
opuonsbl. B pekomengaunsix ESHRE ykazaHo, yto ripu pe-
MIEHUU TaKUX BOIPOCOB CJIEIYET YUYUTBHIBATH TSKECTh
3a0ojeBaHus. B omHUX citydasix iepeHOC aHOMaJIBHOTO M-
OproHa HelIOMYyCTUM. B Ipyrux, Takux Kak MUKpPOIEIeIIMT
Y-XpOMOCOMBI MJTM TIEHETPAHTHOCTh 3a00JIEBAHUST OKOJIO
50% nst GECTIIOMHBIX MU CyO(hEePTUIIBHBIX CYTIPYKECKUX
nap MOXeT ObITh CIeaHO UCKITIoUeHue. Brioop aHoOMaTb-
HBIX MOPHMOHOB I10 KeJIaHWIO TAIMEHTOB MPU OTCYTCTBUM
JIPYTUX JOCTYITHBIX 9MOPMOHOB B TaKUX CIy4asiX MOXET
ObITh ipuemyieM [30].

IMauureHTH MOTYT HEMPaBUILHO MHTEPIIPETUPOBATh
PYICK ¥ Cepbe3HOCTD 3a001eBaHus1. HarmprumMep, marmeHThI
MOTYT OTKAa3aThCsI OT TiepeHOCca SMOPMOHOB-HOCUTENIEH ay-
TOCOMHO-pEeLIECCUBHOIO 3a0oieBaHusl. B mureparype 00-

CYXIaeTcs, HyXKHO JIM OrpaHMYMBATh BHIOOD MAIIMEHTOB.
HackonbKo aTHIHO, Ipeiarath TeCTUPOBAHUE U TIPOCUTH
Jofielt caenatb MHMOOPMHUPOBAHHBIN BEIOOP HA OCHOBAaHUU
€ro pe3yJbTaToB, a 3aTeM COODIIAT UM, UTO X BbIOOD He-
npuemsieM? MHOTHe CITelIMaIUCTHI HE XOTeJId OBl TTpeno-
CTaBJISATh MallMeHTaM MH(MOPMAIIMIO WJIK BOBMOXHOCTb BbI-
6opa B cTyJasix, KOT/ia 3T0 MOXeT MPUBECTU K PEIICHUSIM,
KOTOpbIE€ CITelMaIUCThl He 0100pstoT. Takum obpasom,
BEPOSITHO, CTaHAAPTHBIE MOJEIN aBTOHOMUM JTOJIKHBI
TpaHchopMupoBaThes B ipumeHeHuu k [T [33].

B obcyxneHnsIx BcTpedaeTcst STUIecKas MO3UIINSI,
paccmarpuBatowias I1IJ1 (1 mpeHaTaabHYIO TMAarHOCTU -
KY) KaK OTpakeHHe TUCKPUMUHAIIUY JIUIL C HACIeICTBeH-
HbIMU 3a00sieBaHUsIMU. [1pu TakoM monxoae oocyKneHne
MHoOrux nokaszanuit mist [T Tepsier cMbIc.

PexomeHnanmu 1j1st Bbioopa sMOpUOHA TOKHBI YU -
THIBATh MOTEHIIMATBHBIN KOHMOINKT MEXIY PEIPOTYKTHB-
HBIM YCIIEXOM M TeHETUYEeCKUM CKPUMHUHTOM HapyIIeHUI,
HE SBJISIIOIIMXCST TSKEJIBIMU JIJIST SMOPUOHOB WJIU JIeTeit
[9]. IIT [ moTeHUMAIbHO OrpaHUYMBAET KOJIUYECTBO OM-
OpHOHOB, TOCTYIMHBIX IS TlepeHoca. Eciii ocHOBHOI 1ie-
Jbto DKO gBnsieTcst mpeonoieHue OecIuioaus, TO BLIOOP
CaMOT0 XM3HEeCITOCOOHOT0 AMOPHOHA TOIKEH OBbITh YpaB-
HOBEIIIEH BO3MOXHOCTBIO TTPOBEPUTH €0 Ha TeHbBI TIPe-
pPACIIOJIOXKEHHOCTU K OHKOJIOTMYeCcKol rmaTtosoruu [9].
C nob6aBieHreM KaxXa0ro KpUTepusi oToopa Mo pe3ysibTa-
TaM TeHETUIECKOT0 TEeCTUPOBAHUSI BEPOSITHOCTh BHIOPAThH
COOTBETCTBYIOIINIT SMOPUOH CHUXKAETCSI.

HLA-tunupoBaHune

IpeumnnantaimonHoe HLA-TunupoBaHue umeer
ocobble moka3zaHus. Takoit Tum [T/ MoxeT ObITh TpOBE-
JIeH JUTS CYTNIPYKEeCKUX Map, MUMEIoIIMX peOeHKa ¢ Hace-
CTBEHHBIM WJIM OHKOJIOTUYECKUM 3a00JIeBaHUEM, €CIIU
€CTh IIAHC U3JICYCHUS] WU CYIIECTBEHHOTO MPOMJICHUS
>KWU3HU 00JBHOTO MPY UCITOJIH30BAHUM CTBOJIOBBIX KJIETOK,
MOJIyYEHHBIX OT cuOca, B Cayvasix, Koraa Apyrue KJIuHU-
YECKHUE BO3MOXHOCTU McuepraHsl [31]. st neyeHus 60J1b-
HOro pebeHKa MOXeT ObITh MCIMOJb30BaHa MYMOBUHHAS
KPOBb HOBOPOXXIEHHOTO. Pa3BuTHe nmpeuMIuiaHTaluoH-
Horo HLA-TunupoBaHus CBSI3aHO C TEM, YTO HAWTU O-
HOpa reMOMOATUYECKUX KJIETOK U3 JOHOPCKOro 6aHKa
KpaliHe CJI0XXHO, U POIUTENHN OOJIbHOIO pebeHKa MOTYT pe-
LIUTHCS HA POXACHUE CIEAYIONIero pebeHKka B Haaexae
MOJy4YUTh JOHOpaA, coBMecTUMoro mo cucreme HLA.
C npumenenueM I1I'J] BepositHocTh HaliTu HLA-coBmec-
TUMBIi1 SMOpUOH cocTaBisieT 25%. Ecnu rpu atoM B ce-
Mb€ BBICOKUI PUCK Tepenayn HacleACTBEHHOIo 3a0oJie-
BaHUsI, TO BEPOSITHOCTb BHIOPATh SMOPUOH C HOPMaJIbHBIM
TEHOTUIIOM elle HuXe. Tak, eciu pedb uaeT o0 ayToCoM-
HO-peleCCUBHOM 3a00sieBaHuM (Hampumep, aHeMuu PaH-
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KOHM), BEpPOSITHOCTh BEIOOPA 3J10POBOT0 SMOpPHOHA COCTaB-
nseT 75%, Ho 3mopoBoro 1 HLA-coBMecTMMOTO — TOJTB-
Ko 19% [41]. OngHako B cpaBHEHUU C Ge3HaAIEXKHBIMU
ITOMCKAaMM IOHOPA 3TOT ITAHC TIPEICTABIISETCS PeaTuCTHY -
HBIM.

ITpu pemienun Borpoca 06 HLA-TunupoBaHuu pexo-
MEHJIyeTCs yAeIsTh BHUMaHKE PeabHOCTH IIOMOIIN 00JTb-
HOMY CHOCY, TTOCKOJIBKY TpeOyeTCsI JOCTATOYHO JUTUTETh-
HOe BpeMsl, YToObI peasin3oBaTh mporpaMmy DKO/MKCH-
TIT . Ecnu 6oabHOMY cHOCY MepecaaKa CTBOJIOBBIX KJIETOK
HEBO3MOXHA B CBS3U C €r0 COCTOSTHMEM, WJIA TTPOTHO3BI
€r0 MPOMOJIKUTETLHOCTHU KU3HHU YPe3BBIYATHO TUIOXKE,
npoueaypa He pekoMmeHayercs [31].

II'] ¢ HLA-TunupoBaHreM yCIeIHO TPUMEHEHO ISt
0oJILIIOrO UYKcia ceMeit B mupe |5, 42]. JleueHue CUHAPO-
Mma IlIBaxmaHa-/laiiMOH/Ia ¢ MCTIOJIb30BAHNEM CTBOJIOBBIX
KJIETOK cubca, poxaeHHoro ¢ npumeHeHueM I1T]1 B coue-
TaHWU C TTpeuMILIaHTaunoHHbIMU HLA-TunmmpoBanuem,
BbITIOJIHEHO U B Poccun [16].

HecMoTpst Ha 04eBUIHYIO MTOJIB3Y TPEUMITIaHTAIY -
onHoro HLA-tunupoBaHus njis jedeHusi 601bHOro cuob-
ca, naHHblit Tun I1TJI BBI3BIBAET CIOPHI ¢ Hayaja ero
npuMeHeHus [43]. DTudeckoit MpooaeMoil SIBIsIeTCs TO,
YTO peOEHOK-CIAaCUTeNb, POXKIECHHBIN C IPUMEHEHUEM
TaKo#l TEXHOJIOTUH, IIEHEH He caM 10 cebe, a poXkIaeT-
cs1 11 UICTIOJIb30BaHUsI eTo TKaHel. BeposiTHO, HeoOxo-
VMO YCTAaHOBUTH IPAHUIIBI TAKOTO UCITOJb30BAaHMS TEX-
Hojioruu. Kpome Toro, aMOpuoH oTOMpaeTCcsl He TOJIb-
KO B CBSI3U C 3a00JieBaHHMEM, HO I10 KPUTEPUIO, HUKAK
He CBsI3aHHOMY c 3aboJjieBaHUeM. [Ipu 3TOM «BbIOpaKO-
BBIBAIOTCSI» HOpMasibHble, HO HLA-HecoBMeCTUMBbIE DM-
OpUOHBI.

B crarbe Raz A. ¢ coaBT. 00CyXIaeTcst Xy10KeCTBEH-
HbIi puneM «My Sister’s Keeper» (duibm 2009 1, nepese-
JIeH Ha PYCCKUI SI3bIK M Ha3bIBaeTCs « Moii aHTeJT-XpaHU-
TeJb» ), TIOCBSIIIEHHBI MOPATbHO-3TUYECKUM ITpo0IeMaM
B CeMbe, TJe OBbLIO MPOBEACHO MPEeUMILIaHTAIIMOHHOE
HLA-TtunupoBaHue 1 HECKOJBKO KypCOB JeueHUsI 00J1b-
HOI CECTPBI TeMOMO3TUYECKUMHU KJIETKAMU 3I0POBOM Ce-
CTphI-HOoHOPA. B nanpHeiieM 6oyibHON cecTpe moTpedo-
BaJiach ellle ¥ TPAHCTUTAHTALIMS TTOYKU. 310poBast cecTpa-
JIOHODP oOpaTuiIack B Cya IJIsT OJyYEHUS] MEIUITMHCKON
HE3aBUCUMOCTHU OT CBoeli cembu [44].

I1p0'r|nBon0Ka3ava 1N orpaHnYeHunAa

ITpotuBonokazaHus u orpanudenus ajs IIJ1 otHo-
CSTCS, IPEUMYIIIECTBEHHO, K MPOTUBOITOKA3aHUSIM IS
BKO. IIpoTuBonoka3aHus periaMeHTUPOBaHbI 1ECTBY-
IOIIMM MpPUKa3oM MUHUCTEpCTBA 3APaBOOXPAHEHUS MO
BPT [18]. BaxxHbIM (haKTOpOM, OrpaHUYMBAIOIIUM ITPU-
meHeHue DKO-IIT/I, apasieTcs CHUXeHUe OBapUalbHO-

ro pesepBa. Kpome gaHHBIX YIbTPa3BYKOBOTO MCCIIEI0-
BaHUS SUYHUKOB W YPOBHST aHTUMIOJIJIEPOBA TOPMOHA B
KPOBU, OYEBUIHBIM OIPAaHUYMBAIONINM (PAKTOPOM CITy-
SKUT BO3pacT NauueHToK. st a(p(peKTUBHOTO NCTIOIb30-
BaHus1 Metoaa I1I'J] HeoOxoaum BeIOOp 9MOPUOHOB. K co-
XajleHuto, y nanueHTok ctapie 40—45 net I/ orpa-
HUYeHa TUIOXUM ITPOTHO30M B OTHOIIIEHWM KadyecTBa
OOIIMTOB 1 YKCJIa 9MOPUOHOB, KOTOPBIE MOKHO ITOJIyYUTh
B 1eyeoHOoM Lukiae DKO [45]. Orpanuuenuem K [T mo-
TYT OBITh CEPbE3HbIE (PU3MUECKUE, TICUXOJIOTUUECKIE WU
TCUXuaTpUIeCKue MpobJieMbl, CBSI3aHHBIE ¢ 3200JIeBaHM -
eM, 1 KoToporo 3anpaiuuBaercs [T/, y onHoro us cy-
npyros [31].

KputepusiMmu MCKITIOUEHMSI CITy>KAT TeXHUIECKash He-
Bo3MoXHOCTb npoBeaeHust I1I'J] koHkpeTHOTO 3a607€Ba-
HUSI C MCTIOJIb30BaHUEM UMEIOIINXCS TEXHOJIOTUIA T He-
JIOCTATOYHAs HAIe)KHOCTh JUArHOCTUYECKUX MPOIIEIYD
(kak 6uoricuu, Tak u TectupoBanust) [31, 45]. Texuuue-
ckue orpaHuyeHus ajs [T MmoryT ObITh 00YCIOBIEHBI
HEBO3MOXXHOCTBIO TaIIOTUIIMPOBaHusl. B oTcyTcTBUM BO3-
MOXHOCTH CTaHIapPTHOTO TaIlJIOTUITMPOBAHNS, TaXe B CITy-
yae MyTaluit de novo, MOXeT OBITh UCTIOJIb30BaHO Tarlio-
TUTTMPOBAHKE TI0 ENMHUIHBIM CIIEPMATO30MIaM U TOJISIP-
HBIM TeJibLaM [46].

3aknioueHmne

B 2005 rony FO. BepauHckuii mucani, 4To pa3Hble 3Ha-
YeHUs CIIOBOCOYETAHUS «TU3aiiHEpCKUe IeTU» TPYIHO pa3-
JIeJIUTh B 0011IeCTBEHHOM MHEeHUM, ogHako ecau I1I/] Mo-
KT MPeAOTBPATUTh 3a00JIeBaHMsI, TOYEMY HE CJIeAyeT 1cC-
MOJIb30BaTh €€ ISl TOMOIIU TEM JIIOASIM, KOTOPbIE XOTST
JIydliiero aJjist cBoux aeteii [7]. B cBoeil HepaBHei cTaThbe,
MOCBSIIEHHON «au3aiiHepckuM aetsiM», A.H. Handyside
OTMEYaeT, YTO, HECMOTPSI Ha Pa3IMYHbIC OMaCeHUs, KU~
HUYeCKOoe MPUMEHEeHNEe TEXHOJIOTMH YCIIEITHO pa3BrUBaeT-
cs yxe noutu 30 net [47]. Tem He MeHee, 9TUYECKUE BO-
MPOCHl, BOZHUKAIOIIME KaK y CIeUATUCTOB, TaK U B 00-
1IECTBE, TOJDKHBI 00CYKIaThCS.

TITD nonxHa BCTaTh B OAWH psJ ¢ MpeHaTaabHOM
JUArHOCTUKOM U SIBJISITbCS IPEAMETOM PENPOAYKTUBHO-
ro BbiOopa. Pacmmpenue npumenenus I mogHuma-
€T 9TUYECKHUE BOIPOCHI IO 00ECIEYEHUI0 COOTHECEHUS
CBOOO/IBI BEIOOPA C pacIpeneuTeIbHON CrpaBeaIuBO-
cteio. HopmaTtuBHoe peryaupoBanue I1T/] HeoOxonu-
MO, OTHaKO BO M30exxaHue HEOOOCHOBAHHOTO 3aIpeTu -
TeJIbCTBA UJIU BCEI03BOJIEHHOCTU HYXHBI 3pesible Aeda-
ThI cpeau npodeccuoHanoB. BaxkHo onpeneauTh mo-
kazanus mist [T MoHOreHHbIX 3a00J1eBaHU i, TOCKOJIb-
KY OHU JOJIXHBI OBITh SICHBI €llle 10 HayaJja Jieueo-
Horo nukiaa KO M MHBa3MBHOro BMelIATeJIbCTBA B
SMOPUOHBI.
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