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PexoMeHpalyy 1o reHeTu4eCKOMY TECTUPOBAHMIO
B3POCJBIX 3I0POBBIX JIMIIL, JEMOHUPYIOLINX CBOU 00pa31Ibl
1 NTHPOPMALIMIO B OMOPECYPCHbBIEC KOJUICKIIUU U OMOOaHKN
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Poccus

B HacTosliee BpeMsi 3HAYUTENbHYIO 4acTb UCCNIEA0BAHMIA B 06N1aCTu
rEHETUKN YEeN0BEKa N MEAULIMHCKOW FEHETUKN MPOBOAAT C MCNOMb-
30BaHMEM 00pa3LOB TKAHEWN, FEHEanornyeckux, MOMynsLMOHHbIX,
MEAMLMHCKMX U MEPCOHANbHBLIX AaHHbIX. Ocobylo akTyanbHOCTb UX
1Cnosib30BaHNE NPUOBPETaET B “reHOMHYI0 3py”, T.K. TONIbKO COBMECT-
HbI @HANN3 FEHOMHbIX AAHHbIX U AAHHLIX O COCTOSIHAWN 3[0PO0BbS Ha-
CeNeHNst UMEeT peLuaiolliee 3HaYeHne 4N NOHUMaHKS TOro, Kak reHbl
CBSI3aHbl CO 3[,0POBLEM U 60ME3HbI0. [eHETNYECKNE NCCNEN0BaHNS
B3POC/bIX 1L, 6€3 CMMNTOMOB 32060/1I€BaHNIN MPOBOASATCS A4S MOMy-
YEHUS! [aHHbIX O BO3MOXHOW NPeapacrnoioXeHHOCTU K MHOrodakTop-
HbIM 32060/1€BAHNSM, /11 YCTAHOBJIEHUS! CTaTyca HOCUTENIbCTBA ayTo-
COMHO-PELECCUBHBIX MyTaLWMin B paMkax MeponpusaTuiA No NOATOTOBKE
K 3a4aTUIO0 (MPEKOHLLEMNLMOHHBIX) U OLEHKW MHAMBUAYANbHOW YyBCTBU-
TENbHOCTM K NeKapCTBEHHbIM npenapatam. Kpome Toro, 340poBble
nua MOryT GbITb NMPOTECTUPOBAHbI AJIS BbISIBNIEHWS HACIEACTBEHHOIO
3ab0/1eBaHNa Ha MPECMMNTOMATYECKON ctagmn. NogobHas cuTyaums
Bce 6onblle MOAYEPKMBAET 3HAYUMOCTb COXPAHEHUS MHAOPMaLUK
0 [aHHbIX FEHOMHOIO CEKBEHMPOBaHUS UK MoObIX APYrviX TECTOB Na-
LveHTa AN NOCNEAYIOWEro peaHann3a AaHHbIX, @ TakXe MX COXPaHHO-
CTW, BKJIIOYas, B T.4., 06pasLsl 6G100rnieckoro MaTepuana MHaMBMaA

1 ero cembun. B 0630pHOI cTaTbe HAa OCHOBE MEXAYHAPOLHOro OrbiTa
0606LLieHbl PEKOMEHALLMM MO rEHETUYECKOMY TECTUPOBAHUIO 340PO-
BbIX J11L,. PacCMOTpEHbI BapUaHThl XpaHeHust Gronornyeckrx obpasLon
n VIH(DOpMaLI,VII/I 0 HUKX, BKJI04Yasa aHHble CEKBEHUPOBAHUS.

KnioueBble cnoBa: reHeTNHECKOE TECTUPOBAHNE, 300POBbIE UL, pe-
KOMeHOaLmu.
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Currently, a significant part of research in the fields of human and
medical genetics is carried out using tissue samples, genealogical,
population, medical and personal data. Their use is of particular
relevance in the “genome era”, since only joint analysis of genomic
data and health status of the population is crucial for understanding
how genes are associated with health and disease. Genetic studies
of adults without symptoms of diseases are carried out to obtain
data on a possible predisposition to multifactorial diseases, to es-
tablish the carrier status of autosomal recessive mutations as part
of preconception care and to assess individual sensitivity to drugs.
In addition, healthy individuals can be tested to detect an inherited

*ABTOP, OTBETCTBEHHbIV 3a nepenucky (Corresponding author):
e-mail: medgen1963@mail.ru
Ten.: +7 (916) 427-21-85

disease at presymptomatic stage. This situation increasingly em-
phasizes the importance of storing data on genome sequencing or
any other patient tests for subsequent data reanalysis, as well as
their safety, including biosamples from an individual and one’s family.
The review article, based on international experience, summarizes
guidelines for genetic testing of healthy individuals. The options for
storing biological samples and related data are considered.
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BT3 — BeHo3Hast TpombGoambonus, KM — annartaurorHas kapavomuonatus, JHK — aesokcnpuboHyknenHosas kucnota, MO3 — mynstudaktopHble 3abonesanus, M, — nepcoHansHble AaHHble, CL1-2 — caxapHbiii
nunabeT 2 Tuna, ®P — dakTopsl pucka, ACOG — American College of Obstetricians and Gynecologists (AMepukaHckas kosnnerus akyliepos 1 ruHekonoros), ACMG — American College of Medical Genetics and Genomics
(AmepukaHckast Konnerus MeaULIMHCKON reHeTvkn n reHomuku), CNV — copy number variation, ESHG — European Society of Human Genetics (EBponeiickoe 06LLeCTBO reHeTHK Yenoseka).

BBenenue

B Hacrosiee Bpems 3HAYMTENbHYIO 4YacTb HMC-
cleoBaHUIA B 00JIACTU TEHETUKM 4YeJIoOBEeKa U Medu-
IIMHCKOI Te€HETUKU TPOBOISIT C MCITOTb30BaHUEM 00-
pas3loB TKaHel, TeHeaJoTUYeCKUX, MOMYISIIMOHHBIX,
MEIUILIMHCKUX W TMEPCOHANIbHBIX NaHHBIX. Ocobyio
AKTYyaJIbHOCTb 3Ta MpobiiemMa npuobdpeTaeT B “reHOM-
HYIO 3py”, T.K. TOJIBKO CO3[aBasi U aHaIU3UpPys Oa3bl
JMIaHHBIX TeHEeTUYECKWX BapMaHTOB, BKJIOUYAIOIIME
onucaHus HEHOTUTIOB, MOXHO TOJYYUTh HOBYIO MH-
dopmMalnIo O CBSI3U BapUAHTOB MOCJIEI0BATEIbHOCTHU
ne3okcupubonykiaernHoBoi kuciaotel (JHK) c ompe-
NeJICHHBIMM TIPU3HAKaMM, O KJIMHUYECKOM 3HAUYEeHUU
BapuaHTOB TocyieqoBarenbHocTu JITHK. I'eHeTnueckue
HUCCJIENOBAaHUSI BCE IIMPE MCIOIB3YIOTCS B KIMHUYE-
CKO¥ TMpaKTUKe ISl YCTAHOBJIEHUST WU TIONTBEPXKIe-
HUS JUWarHO3a HACJEeNCTBEHHOTO 3a00jieBaHUs IOCie
MaHudecTauuu U s obcienoBaHus B3pOCIbIX JIUIL
06e3 CMMIITOMOB TSI TIOJTyYeHMST JaHHBIX O BO3MOXKHOM
MPEeApacIioNOXeHHOCTHY K MHOTOMAaKTOPHBIM 3a00-
neBanusiM (M®3), mig ycTaHOBJIEHUWSI CTAaTyca HOCH-
TEJIbCTBA ayTOCOMHO-PEIIECCUBHBIX MyTalllii B paMKax
MEpOTIPUSITUI MO IOATOTOBKE K 3ayaTuio (MIPEeKOH-
LIETIIIMOHHBIX) U OlLIEHKE WHAMBUAYAJIbHONW YYBCTBM-
TEJIbHOCTU K JIEKAPCTBEHHBIM IpernapaTaM. Kpome
TOTO, 3IOPOBBIE JIMLIA MOTYT OBITh MPOTECTUPOBAHBI
IS BBISIBJIEHUWSI HACJIeACTBEHHOro 3abojieBaHMsI Ha
MpecuMITToMaTndeckoit craauu. [TomoOHast cutyanmst
Bce 0oJibllle MOAYEPKUBAET 3HAUMMOCTb COXPaHEHUS
nHdOpMaIMM 0 JTaHHBIX TEHOMHOTO CEKBEHUPOBAHMS
WA JIIOOBIX IPYTUX T€HETUYECKUX TeCTOB MallMeHTa
JUJISI OCJIEAYIOIIEro peaHanu3a JaHHBIX, a TAKXKe UX CO-
XpaHHOCTH, BKJIIOYasi, B T.4., 00pa3iibl OMOJIOrMYeCcKo-
ro MaTepuaja MHANBUAA U €TO CEMBU.

I'enetuueckoe tectupoBanue — aHanus JHK wimn
OMOMapKepoB UTS OLIEHKU OJHOIO WIM HECKOJbKUX Te-
HEeTUYeCKUX (haKTOPOB pUCKa [IST OMPENEIeHHOro 3a00-
JIEBaHUS WIM TpymIibl 3a0oneBanuii [1]. TeHeTnueckuit
CKPUHUHT TPAIUIIMOHHO OTHOCHUTCS K TIporpamMmam
o0OciefoBaHUsI 0€CCUMIITOMHBIX MHAMBUIYYMOB (Mac-
COBBIIi CKPUHUHT), CyOMOMyNsIIIMM, B KOTOPOW IIO-
BBILIIEH PUCK OIpeIeIeHHOTO 3a00JieBaHUs, I WH-
TUBUIYYMOB, HaXOISIIUXCSI Ha KOHKPETHOM 3Tarie
KU3HM (Harpumep, OepeMeHHbIe XEHIIMHBI WU HO-

BOpOXJIeHHbIe). PaziuyaioT cucteMaTuecKuii MoIxon
K CKPpUHMHTY (Hampumep, B IporpamMMax OOIIeCTBEH-
HOTO 3I[PaBOOXPaHEHMS) U CUTYalluU, B KOTOPBHIX BO3-
MOXHOCTH KOMMEPYECKOTO TeHETUYECKOTO TeCTUPOBa-
Hus (direct-to-consumer, “HanpsMyo K NOTpeOUTesI0”)
MOTYT MCITOJIb30BaThCSI 3MOPOBBIMU JIIOIBMU. XOTSI
KOMMEPYECKHME TECThl MOTYT OBITh MCXOMHO BHIOpAHBI
JUTSI pa3BJIeKaTeIbHBIX 1Iesieil (HarpuMep, I UCCIeno-
BaHUSI IPOMCXOXICHMST), OHU MOTYT JIaTh TTIOTPEOUTEITIO
BaXKHYIO C MEIMIIMHCKOM TOYKM 3peHUsT MH(POPMAIINIO,
MHOTJIA HEOXUIAHHYIO WU Jaxe HexelaTelbHylo [2].

K HacTosimeMy BpeMeHU MpodecCuoHaTbHBIMU
o0I1IecTBAMU pa3HbIX CTpaH pa3paboTaHbl peKOMEH 1a-
LIMU 110 TEHETUIECKOMY TECTUPOBAHMIO 3IOPOBBIX JIUI]
B MEIUIIMHCKUX LIeJsIX. B pyccKosi3bIUHOI HaydyHOI
JIUTepatype He OOHapyKeHO paboT, KOTOpbie Obl 0000-
1AM 3TH PEKOMEHIAINH.

Lens nanHoro o6G3opa — IpoaHAIU3MPOBAThH
1 0000IINTH PEKOMEHIAIIUN TI0 TeHETUYECKOMY TeCTH-
POBaHUIO 3IOPOBBIX JIUII, B T.Y. IETTOHUPYIOIINX CBOU
00pa3ibl 1 UHDOPMALUIO B OMOPECYPCHbBIE KOJIIEKIIUU
1 OMO0aHKMU.

TecrupoBanue npenpacnonoxennoctu kK M®3 u co-
CTOSIHMSIM

Passute M®3, Kak ciemnyeT U3 Ha3BaHUs, 00y-
CJIOBJIEHO BIMSHUEM “HeOJaronpusiTHbIX” BapuaHTOB
nocienoBatesbHocTH JJTHK MHOTMX reHOB 1 (hakTOpoB
OKpYXaloleil cpenbl, BKIoYasi B3aUMOICCTBUS TeH-
reH u/unu red-cpena [1]. lpumepamu M®3 saBisttoTcst
MHOTHE CEPACYHO-COCYIUCThIE 3a00IeBaHNS, BKIIOUAsT
apTepuabHYyI0 TUTIEPTEH3UIO, UIIEMUUYECKYI0 0OJIe3Hb
cepalla, a TakxKe MHCYJbT, caXapHblii nuabeTt 2 TuIa
(CA-2), HeKoTopble BUIbI paka, IeMEHIUI0, Jernpec-
CHIO U JIp. 3a00JIeBaHUSI.

INepcoHanmM3upoBaHHasi MEIUIIMHA TIPEATIoaraeT
BbIsiBIIeHUE (pakTOopoB pucka (PP) M®D3, Bximouast re-
HeTUYeCcKue, U NpoduiakTuieckoe HaOIIOIeHUE JIUIT
C TIOBBIIIIEHHBIM pUCKOM. [Ipu BoisBIeHUM (haKTOPOB
npeapacrnoioxeHHoctt M®3 1ieecoobpa3Ho pasje-
JIUTh Ha 3TUOJIOTUYECKU pa3HbIe MMOATPYIIIbI, KOTOPhIE
TakXe pas3InJaloTcs 10 TIPOTHO3Y pa3BUTHS 3a00JieBa-
Hus U 3bdexTy oT JeyeHus u npodunaktuku. Ilo pe-
3yJIbTaTaM TEHETMYEeCKOro CKpPUHMHTA Ha TPeapacIio-
JIO)XeHHOCTh K M®3, KaK U Tocjie JI000ro CKPUHUHTA,
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buobankuposanue

MAIMeHTY JTOKHBI OBITh TIPENIOXKEHBI TTPOGUIaKTH-
YecKue CTpaTernu, CBsI3aHHBIE ¢ U3MEHEHMSIMU o0Opa-
3a XM3HU, Ha3HAYeHUEM JIeKapCTBEHHBIX MperiapaToB
WJIA BMEILIATETbCTB, TAKUX KaK PEryJsspHbIi MOHUTO-
PUHT (HampuMep, KOHTPOJIb 32 OMOXMMUYECKUMU Map-
KepaMMi, MOHUTOPUHT (DYHKIIMM OpPraHOB, OOHapyXe-
HUE paHHUX MPENpPaKoOBbIX U3MeHeHuil) [1].

Tem He MeHee, TeCTUpOBaHUE “TeHOB Ipeapac-
nosioxkeHHocT” K M®D3, KoTOophle CBA3aHbI C HU3KUM
OTHOCUTEJIbHBIM PUCKOM M MMEIOT HM3KYIO MPOTHO-
CTUYECKYI0 M KIMHUYECKYIO IeHHOCThb, OOJIBIIWH-
CTBOM MPO(ECCUOHATBHBIX COOOIIECTB U IKCIEPTOB
He pexomeHayetcs. Eme B 2003r EBponeiickoe oOrie-
ctBo reHetuku yenoBeka (ESHG — European Society
of Human Genetics) 3asgBWI0, 94TO “B OTIMYKME OT MEH-
Jenupyromux 3a0ojeBaHUli, pa3BUTUE pacHpocTpa-
HEeHHBIX 3a0oeBanmii (M®3) 3aBUCUT TaKKe OT OKPY-
xKatoueil cpenpl. TecTupoBaHWE Ha HU3KOMEHETPAHT-
HBbIE TEHBI, BEPOSITHO, OyIeT MMeTh OrpaHUYEeHHOE
KJIMHUYecKoe npumeHeHue” [1].

[TporHOCTHMYECKME TECTHI IJIS BBISIBICHUS TIpe-
pacnojioxkeHHOCTH K M3 MOTYT OBITh UCTIOJIB30BaHbBI
B YeThIpeX 00JacTsX:

* nuddepeHLmanbHas IMarHOCTUKA,

* npoduiakTUKa 3a00JeBaHUI,

* WHAWBUAYAIM3UPOBAHHOE JIeYeHWE W BEleHUE
MaIeHTOB,

* MporHo3 6oje3Hu [3].

J71s1 9TUX 4eThipex objacTeil reHeTHYecKas WH-
dopmanusg g HeKoTopblix M®M3 mMeeT moTeHIIMAT
KCIIOJIb30BAaHUSI YK€ B HACTOSIIIEE BPeMsl, OJHAKO 3TO
MOXeT TOoTpeboBaTh U3MEHEHUI B OKa3aHWU MEnu-
nuHCcKoi moMoinu. Kpome toro, misg Bcex 4eTbipex 00-
JlacTeil yBeJIMYMBAETCSl POJIb Bpaueii-reHeTUKOB B 00Y-
YEHUM JIPYIrUX MEIUIIMHCKUX CIEIUAJINCTOB U B CO-
CTaBJIEHUU KJIMHUYECKUX peKoMeHaauii [1].

Paccmotpum nipumepsl M3 1 cOOTBETCTBYIOIINE
PEKOMEHIAIUH.

BeHO3HBIIT TPOMOO3 BBI3BIBACTCSI COUYETAHUEM Te-
HeTUUYeCcKUX (pakTopoB U (aKTOPOB OKpYKalOLIE cpe-
Ibl. XOTSl U3BECTHBI MYTAallUM B Pa3HbIX T€HAX, BJIMS-
IollMe Ha reMocTa3, MyTauus (akropa V (JieiineHckas
MyTalusi) SIBJASETCS Haubojee pacnpoCTpaHEHHBIM
reHetndyeckuM ®OP BeHO3HOro TpoM0OoO3a. DTy MyTa-
o uMeeT ~5% esporiconnoB. B HacTosiee BpeMs
TECT Ha 9Ty MYTallMIO SBJISIETCS OMHUM U3 Haubojee
Ha3zHayaeMbIX TeHETUYECKUX TeCTOB B Mupe. Hammuue
JIeIeHCKO MyTauuu B reHe (akTopa V yBelnMuuBaeT
pUCK BeHO3HOI TpomMboambomuu (BTD) no ~9-20% Ha
MPOTSDKEHWM XKU3HU, HO TOJIBKO €€ HaJIudue He SIBJIs-
€TCsI TOCTATOUHBIM U HEOOXOMWMBIM JIJIsI BOBHUKHOBE-
Hus BTO [4]. Jo cux mop AUCKYTUPYETCS BOIMPOC 00
aKTYaJIbHOCTU TECTUPOBAHMS 3I0OPOBBIX JIUIl HA HAJIM-
Yye JIeIEHCKOI MyTalluu B OMpeIe/ICHHBIX CUTYaINsIX,
Harnpumep, nepea ornepauueit, Npu MIaHUPOBAHUU Oe-
PEMEHHOCTH, a TaKXe Mepel Ha3HAYeHUEM OpajlbHbIX
KOHTPAIIETITUBOB.

B 2001r AMepukaHcKasi KOJUIETUsI MEIULIMHCKOMN
reHeTuku U reHomuku (ACMG — The American
College of Medical Genetics and Genomics) chopmy-
JIUpoBajia JOCTaTOYHO YETKHE PEKOMEHIAlUU MO Te-
CTUPOBAHUIO Ha JIEHIEHCKYIO MyTallUlO B reHe (pakTo-
pa V. CornacHO JaHHBIM peKOMEHAAUUsIM, CKPUHUHT
HaceJeHUs He peKoMeHayeTcs [5], Ho TecTupoBaHUe
MOXET OBITh TOKA3aHO MallMeHTaM:

+ <50 et ¢ aHaMHE30M BEHO3HOTO TpoM003a;

* C aHaMHE30M BEHO3HOTO TpoM0OO3a C HETUIUY-
HOM JIoKanu3alueil (Hampumep, MeyeHOYHbIX, Opblke-
€UYHBIX U LIepeOpabHbIX BEH);

* C peUUIUBUPYIOIIUM BEHO3HBIM TPOMOO30M;

* C CeMEeWHbIM aHAMHE30M BEHO3HBIX TPOMOO30B;

* OepeMeHHBIM WJIY XEHIIMHAM, TPUHUMAIOIIUM
OopaJibHble KOHTPALIENITUBBI, TIPU BOZHUKHOBEHUU Be-
HO3HOI0 TpoM003a;

* pPOJICTBEHHMKAM ITallMEHTOB B Bo3pacTe <50 jer
C BEHO3HBIM TPOMOO030M;

* KypsIIUM XeHIIMHaM B Bo3pacte <50 JieT ¢ uH-
dapkToMm MUOKapaa B aHaMHe3e [5].

CJII-2 taxxke gpasgercs M®3, u 1 HEero JocTa-
TOYHO 4YeTKo uneHtuduumrposansl ®P, BkIouast Bo3-
pacT, HaJIMYMe U30bITOYHOI Macchl Tejla U OXKUPEHUS,
HU3KYI0 DU3UYECKYI0 aKTUBHOCTb, KypeHUEe, Halu-
4yue apTepuaibHON TUIIEPTEH3UU, CEMEUHBIA aHaM-
He3 CJI-2 u Hekotopwle npyrue [6]. Ha cerommsm-
Huit neHb u3BectHo >400 reHeTUYECKUX BApUAHTOB,
accouuupoBaHHbIX ¢ pazutueMm CJ-2 [7]. OmHako,
HE CMOTpPS Ha TOCTATOYHO OOJIbIIOE KOJUYECTBO UC-
CJIEIOBAHUM IO MOUCKY T€HETUYECKUX BapUAHTOB,
yeTKasl KiiMHu4yeckas nuddepeHpanus 1aHHOTO 3a-
0oJieBaHUSI HA OCHOBAHUM T€HETUYECKOTO TeCTUPOBaA-
HUS CEerofHsi HEBO3MOXHA, TEHETUYECKU AETEPMUHU-
pPOBaHHbIE MTOAXObI K JIEYEHUIO HAXOASTCS Ha CTAAUU
MUJOTHBIX UCCIENOBAHUN U UX PE3YIbTaThl HEOIHO-
3HauHbl [3, 8]. B TO ke BpeMs, psia uccienoBaTeneii
U Bpauyeil CKIOHSIETCS K BO3MOXHOCTHU HCITOJb30Ba-
HUS T€HOMHOI WH(OpManuu s MpOrHo3a pucka
JIaHHOTO 3a00JieBaHUsI U ero NpoUuIakKTUKU, 6a3upy-
SICh Ha MCIMOJIb30BAHUU OLIEHKW MOJUTEHHOTO pUcKa
[9]. HecmoTpst Ha 1O0CTaTOYHO OOJbIIOE KOJUYECTBO
HCCJIENOBAaHUI MO MOUCKY T€HETUYECKUX BapUAHTOB,
accounupoBaHHbIX ¢ CII-2, reHETMYECKUI1 CKPUHUHT
v, umetomux OP, He UMeeT KIMHUYECKOTO 3Have-
Hug [10].

Kak mokasbpIBalOT mpuUMepHI, I TPUMEHEHUS Te-
HETUYECKOTO TECTUPOBAHUS TMPENPacIiONOKEHHOCTU
K M®3 HeoOXxonuMo BbIOMpATh I'PYMIIBI MAlleHTOB
BBICOKOTO PUCKa, KOTOPBIM MOKa3aHbl TECTUPOBAHUE
U JalbHEUIIWIA MOHUTOPUHT. OgHaKo Jjisl Hauboiee
pacnpocTpaHeHHBIX 3a00eBaHUIl TeCTUPOBAHUE IS
BBISIBJICHUS ajUjlesieil HU3KOro pucka He MOoKa3aHo Mo
NMpUYMHAM HU3KOW KJIMHWYECKOW 3HAaYMMOCTU. s
BHEIPEHUS] TEHETUYECKOTO TECTUPOBAHUS U CKPUHUH-
ra B KaXJa0M KOHKPETHOM cjiyyae HEOOXOIUMO B3Be-
IIUBaTh Bce “3a” U “NPOTUB”, YUIUTHIBAsA MPOTHOCTU-
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YEeCKYI0 3HAYUMOCTb U IKOHOMUYECKYIO d(PHeKTUB-
HOCTb TeCTa.

DapmakoreHeTHIECKHE UCCIIETOBAHUS

®apMaKoTeHETUUECKOE TECTUPOBAHUE UCIIOIb3YeT-
Cs1 LIS BBISIBJIEHUST OCOOEHHOCTEl MeTaboaM3Ma U OTBETa
Ha JIeKapCTBeHHbIN mpemnapar. BHenpenue gapmakore-
HETUYECKOTO TECTUPOBAHUS B KIIMHUYECKYIO TTPAKTUKY
MPOUCXOAUT MEMJIEHHO, YTO MOXHO CBS13aTh C HEKOTO-
PBIMU CJIOKHOCTSIMU, CBSI3aHHBIMU C HEOOXOAUMOCTBIO
CO3MaHUS TOMOJIHUTENbHONM UHMPPACTPYKTYPHI (YCIOBUI
JUIST TEHETUYECKOTO TECTUPOBAHUS B JJAOOPATOPUU, MO~
00pa KOHKPETHBIX OMHOHYKJIEOTUIHBIX BADUAHTOB WU
TeHOB, aCCOLIMMPOBAHHBIX C (hapMaKOT€HETUYECKUMU
addexramu, cozmaHue crucka IMpenapaToB, IJs Ha-
3HAYEHUS KOTOPBIX TPEOYEeTCs TeHEeTUYECKOe TeCTUPO-
BaHUE), a TakKxKe HEOOXOAMMOCTBIO CO3JaHUS HAILMO-
HaJbHBIX KJIMHUYECKUX PEKOMEHJaluii no dapmako-
TeHETUKE.

Cpenu malMeHToB, KOTOPBIM MOXET MOTpedOBaTh-
¢ (hapMakKoreHeTUYeCKOe TeCTUPOBAHUE, MOXHO BbI-
JIEJTUTh TPU TPYMIIbL:

* TMAalMEeHThl, Y KOTOPBIX B MPOILIJIOM ObUTU MOO0Y-
Hble 3 bEKTH JIEKAPCTBEHHOTO Mpernapara;

* MALUEHTHI, Y KOTOPBIX B MPOLLIOM OTCYTCTBO-
BaJl TepamneBTUYECKU 3 GhEKT JIeKapCTBEHHOTO Mpe-
napara;

* MALlMEeHTHI, KOTOPbIM TJIAHUPYETCS Ha3HAYUTh
JIEKapCTBEHHBI Mpernapar, nepea NpuMeHEHUEM KOTO-
poro pekoMmeHayeTcss hapMaKOTeHETUYECKOE TECTUPO-
BaHue [11].

Takum obpazoM, hapMaKOreHETUYECKOE TECTUPO-
BaHMeE CJIeqyeT paccMaTpUBATh MPEUMYIIECTBEHHO KaK
KOMITOHEHT JIeYeOHO-TUATHOCTUYECKUX MEPOIPUSITHUIA,
a He KaK UHCTPYMEHT F€HEeTUYECKOro CKPUHUHTA 3[10-
POBBIX JIIOAEN.

ChnyyaiiHbple HAXOJKH NPH TeHOMHOM
TECTUPOBAHUU

B nociegHue rombl HepeaKo MpeaaraeTcsl uc-
cliefloBaHWe TeHOMOB 3J0POBBIM JIIOASIM KaK B paMKax
“pasBiieKaTe/IbHOI TeHEeTUKM”, TaK U JJIsl BBISIBJICHUS
FeHeTUYECKUX BapMaHTOB, KOTOpbIe IMOTEHLIMAIbHO
MOTYT BJIMSITh Ha COCTOSIHUE 3I0POBbSI UX CAMUX WJIU
UX MOTOMKOB. TouHas moJisl Joaeit, KOTopble MOTYT
MOJYYUTh MOJIb3y OT TaKOro o0CIeN0oBaHUs, BCE €lIe
SIBJISIETCS HeonpeneleHHoi. [TonoOHoe mporHocTuue-
CKO€ TeHEeTUYEeCKOe TeCTUPOBAHHUE MOXKET MUMETh Jajie-
KO uAyllive MOCAeACTBUSI HE TOJbKO JJI UMHTEPECylo-
1LIeTOCSl CBOMM 3JI0POBbEM YeJIOBEKA, HO U JJISl UJIEHOB
ero ceMbM.

OnHa u3 npobyieM TaKoro TeCTUPOBAHUSI — CIIy-
yaliHble HAXOAKU — KJIIMHUYECKU 3HAYUMble U3MEHe-
Hug nocaenosatenbHocT JIHK, He cBsg3aHHBIE ¢ mep-
BOHAuYaJIbHOM 1eblo TecTupoBaHus. B 2013r Ha cailite
ACMG OblIM Orny0JMKOBaHbI PEKOMEHIALMY MO Tpe-
JIOCTaBJIeHUI0O UH(OpMALUK O CAydyaliHbIX HaxOdKax.
ITo pesynabraTaM MOJHOT€HOMHOTO WU TMOJHOIK30M-

HOTO MCCJIeNOBaHUSsI, TAallMeHTaM CJIelyeT cooO0IaTh
JIMIIb O TeX CIy4yallHbIX HAXOIKaX, KOTOPbIe MOTYT TPH-
BECTU K U3MEHEHUSIM KJIMHUYECKON TaKTUKU BEIEHUS
HOCHTEJISI TAKOTO TEHETUIECKOTO BapuaHTa U/WIN 00y-
CJIaBJINBAIOT TIOTEHIIMAJIbHOE Pa3BUTHE 3a00JIeBAHUS
C M3BECTHBIMM CITIOCOOAMU JIeYeHUsT W TPO(UIaKTH-
k1. OGHOBJIEHHbIE PEKOMEHIIAIINY BKIIIOUAIOT CITUCOK
TeHOB, MAaTOTEHHbIE BAPUAHTHI B KOTOPHIX OTBEYAIOT
5TUM KputepusM [ 12-14].

IMosunuus skcneptoB EBpormeilickoro oOiecTBa
ESHG no atoMy Bompocy 3akiitoyaeTcss B peKOMEH-
Al cCOOOIIaTh O CIIyYaifHBIX HaXomKaX TOJBKO, ec-
JIU MaHHBIA TeHeTMYeCKU BapuaHT CBUIETEIHCTBYET
0 MOTEHIIMAJIBHOM Pa3BUTUM CEPhE3HOTO 3a00JIEBAHMS
y oOcyienyeMoro 4dejioBekKa WJIM Yy €ro OJU3KUX POIl-
CTBEHHUKOB 1 M3BECTHBI CXEMBbI JICUCHUsST WIN MPOQU-
JlakTukH [15].

ITpu co3maHum pekoMeHIamnuii HeoOXOMUMO yUU-
THIBaTh, KaKue TeHbl (B T.4. paHXWPOBAHHBIE IO Tie-
HETPaHTHOCTW) BKJIIOYATh B MepedyeHb I CKPUHWHTA
3IIOPOBBIX JIUI O3 CEMEIHOTO MU JTMYHOTO aHaMHe3a
3a00JIeBaHMSI, KaK1e HaXOIKK BKJTIOYATh B 3aKJTIOUEHUE
U KJIMHUYECKYIO TOJIb3Yy JISI TECTUPYEMOro. DTO HeoO-
XOIMMO JJISI TOTO, YTOOBI M30eXaTh KaK JIOXKHOOTPH -
LIaTeJTbHBIX PE3YJBTATOB CKPUHWHTA, TaK W JIOKHOIIO-
JIOKUTENbHBIX. Kak 1 1pu Apyrux BUmax quarHOCTUKH,
TIPY TEHETUYECKOM TeCTUPOBAHUM MAIlMEHT BIIpaBe OT-
KazaTbCsl OT MOJYYeHUsT pe3yJbTaToOB Uu OT MH(pOopMa-
LIMU O CYYaifHBIX HAaXOIKaX.

HacuaencrBeHHble onmyxojieBble CHHAPOMBI U MOHO-
reHHble 3a00/IeBaHUs

B Hacrosiiee BpeMsi KpUTepuu JUIsl TEHETUYECKO-
TO TECTUPOBAHUSI HAa HOCUTETHCTBO MYTAIlUid, TIPUBO-
JSIIUX K HACJIEACTBEHHBIM OITyXOJIEBBIM CUHIPOMaM,
OCHOBBIBAIOTCSA Ha MHAHHBIX JIUYHOTO M CEMENHOTO
aHaMmHe3a nanuveHTa. OIHaKO CpaBHUTENILHO HellaBHee
ucciaenoBanue, npopeneHHoe B CIIA, nmokasano, 4To
B niepuon ¢ 2000 o 2010rr Toabko 20% nul ¢ reHeTH-
YecKOl TPeapacIioioXKeHHOCTbI0O K OHKOJIOTUYECKO-
My 3aboJieBaHUIO TIpolLTu TectupoBaHue [16]. Takxke
nonacuutaHo, uro B CIIIA npu Takom moaxonae ObLIO
UACHTUGULIMPOBAHO TOJbKO 30% MallMEeHTOB C PakOM
MOJTOUHOM Xene3bl U 10% 3M0pOBBIX JIULI, SBJSIOIINX-
¢S HocUTeNIsIMU MyTanuii B reHax BRCAI/2 [16]. Dtu
pe3yJBTaThl COTIACYIOTCS C TaHHBIMU, TTOJYYEeHHBIMU
B IPYTUX CTpAHaX MUpa, W CTAaBSIT MO COMHEHUE aneK-
BaTHOCTh U 3G (PEKTUBHOCTD TEKYIIETO KIMHUYECKOTO
rmoaxona, a Bce OoJiee MIMPOKOE UCIOJIb30BAaHUE Te-
HOMHOTI'O TECTUPOBAaHUS OTKPBHIBAET HOBYIO TEPCIIEK-
TUBY TIOMCKa IMaTOTEHHBIX MYyTalluil He3aBUCUMO OT
ceMeifHOro aHaMHe3a WIM AuarHosa. DTo, TaK Ha3bl-
BaeMbIii, OMMOPTYHUCTUYECKU CKPUHUHT, KOTOPBIA
TO3BOJISIET BBISIBUTh Ha MOKJIMHWUYECKOU CTaauu HO-
CUTeNIell TeHETMYECKX BapUaHTOB, MPUBOISIIINX K KY-
pabesnbHbBIM 3a0o0sieBaHUAM. [logpoOHO 3TOT BUI re-
HeTu4ecKoro obciienoBaHus ObL1 paccMoTpeH B 20211
B 0030pe bapanoBoii E.E. u ap. [17]. Caenyet noguep-
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KHYTb, 9TO ITOJIy4eHHAs B Pe3yJIbTaTe TAKOTO TeCTUPO- AHAJIOTUYHO C HACJIEACTBEHHBIMU OITYXOJEBBIMU
BaHMsT MH(pOpPMAaISI UMeeT KaK IMOJIOXUTENIbHEBIC, TAK CHHIPOMAaMU 1IeJIecCOO0pa3HO ONpeAc/IsiTh MYTalluu,
W HeraTUBHBIE acmeKThl. [TocieqHre MOTYT OBITh CBSI- TIPUBOMASIINE K KypaOeIbHBIM HACJICICTBEHHBIM Cep-
3aHBI C TIPOOJIEMaMU MHTEPIPETALIMYA 3HAYUTEILHOTO  JIE€YHO-COCYIMCTBIM 3a00JIeBaHUSIM, TAKMM KaK ceMeii-
KOJIMYECTBA TTOJyYaeMbIX JaHHBIX, BEPOSITHOCTBHIO W3- Has THITEPXOJCCTePUHEMUS, KApIUOMHIOIIATHN U TIeP-
MEHEHUI MHTePIIpEeTAllMA B OYyIyIeM, HeMOCTaTOUHO!l ~ BUYHBIC apUTMUM [ 1], TTOCKOJIBKY OKMIACTCSI, UYTO paH-
JMOCTYITHOCTBIO MEIWIIMHCKOM IMOMOIIN M MEIWKO-Te- Hee BBISIBICHUE W JICYCHHUE YIYUIIUT X KIMHUIECKOe
HETHMYECKOT0 KOHCYJIBTUPOBAHUS, BO3MOXHOM muc- TedeHwme [1].

KpUMUHALMEN JIUL C MOJOXUTEIbHBIMUA PE3YJIBTaTAMU YuuthiBasg MOTEHLUAIbHYIO KJIMHUYECKYIO I10-
TE€CTOB, HETaTUBHBIM BIUSHUEM ITOJOXUTEIbHBIX Pe- JIE3HOCTh OIMIIOPTYHUCTUYECKOTO CKPUHMHIA, IPO-
3yJILTaTOB Ha IICUXUYECKOE 0JIarOIoIydne JIOAeH. (deccruoHanbHbIE COOOIIECTBA B TEUEHUE IOCIEIHE-

Taoamua 1

Cricok 3a00JIeBaHUI Y TEHOB, PEKOMEHTyeMbIX
JUUIS COOOIIEHUS B KaUyecTBe “ciydaifHbIX Haxomok” [15]

3aboseBaHue ®enotun  PMID — Bospacr Haszganwe T'en OMIM HacnenoBanue*  BapuaHTbl
OMIM GeneReviews Havana reHa IUTSL OTYETA
Bson OMIM
HacnenctBeHHbII paK MOJIOYHOI Kene3bl 604370, 20301425 Bspocneiit  BRCAI 113705 ALl 3T u OIl
U SIMYHUKOB 612555 BRCA2 600185
Cunapom JIu-OpaymeHn 151623 20301488 Herckuiti/ TP53 191170 Al 3T u OIT
B3pOCIIbIiA
Cunapowm Ileitrua-Tepca 175200 20301443 Herckuit/ STKI11 602216 All 3T u OIl
B3POCIIbIi
CunnpoM JIunua 120435 20301390 Bspocnbiit MLHI 120436 All 3T u OIl
MSH2 609309
MSH6 600678
PMS2 600259
CeMeiiHblii aIeHOMATO3HBIi MTOJIUIO3 175100 20301519 Herckuit  APC 611731 Al 3T u OIT
MYH-accoumnpoBaHHBbIi MOJINTIO3; 608456, 23035301 Bspocnwiit  MUTYH 604933 Al 3T u OIT

aJleHOMBI MHOXECTBEHHbIE KOJIOpeKTalbHbie, 132600
FAP 2 tuna; KonopeKraabHbli

aICHOMATO3HBII MOJIUTIO03, ayTOCOMHO-
PELeCCUBHBIIA, C MUIOMATPUKOMAMU

Cunzapom ¢on Munnens-JIuanay 193300 20301636 Herckuit/ VHL 608537 All 3T u OIl
B3POCIBIIT
MHoxecTBeHHast SHIOKpUHHAs Heorutazust 131100 20301710 Herckuit/ MENI 613733 Al 3T u OIT
1-Tro TMMa B3pPOCIIbIit
MHoxecTBeHHast SHIOKpUHHas Heorutazust 171400, 20301434 Herckuii/ RET 164761 Al 311
2-ro THMna 162300 B3POCIIbIit
CeMeiiHblii MENY/UISIPHBIN pak mMtoBuaHoi 1552401 20301434 Herckuiti/ RET 164761 Al 311
KEJIE3bI B3pOCIBIA  NTRK] 191315 IMonozpeBaemoe
ALl
OnyxoJieBblit cuHapoM ramaptombl PTEN 153480 20301661 Herckuit  PTEN 601728 ALl 3ITu OIT
PernHoGnacToma 180200 20301625 Jlerckuit  RBI 614041 ALl 301 u OI1
Hacnencrennas maparanmimoma-geoxpo- 168000 20301715 Herckuii/ SDHD 602690 Al 3 u Ol
MOLIUTOMHBII CUHIIPOM (PGL1) B3pOCIIbIiA
601650 SDHAF?2 613019 301
(PGL2)
605373 SDHC 602413 3 u OIl
(PGL3)
115310 SDHB 185470
(PGL4)
Komrieke Tybepo3Horo ckieposa 191100, 20301399 Herckuit  TSCI 605284 Al 3 u O
613254 75C2 191092
WT 1-cBsi3aHHas onyxoib Buibmca 194070 20301471 Jerckuii WTI 607102 Al 3T u OI1
Heiipodudbpomaros 101100 20301380 Herckuit/ NF2 607379 ALl 3T u OIl
2-ro THIIa B3POCIbII
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Ta6mua 1. ITpononkenue

3aboneBaHue ®enorun PMID — Bospact Hassannme Ten OMIM Hacnenosanue*  BapumanTst
OMIM  GeneReviews Havana reHa IUTSL OTYETA
Bson OMIM
EDS — BackynspHbIit THIT 130050 20301667 Herckuii/ COL3A1 120180 ALl 3 u OIl
B3POCIIBIiA
Cunnpom Mapdana, cunapom Jloiteca- 154700, 20301510, FBNI 134797
Jutua, CMHAPOM CEMEHHBIX aHEBPU3M 609192, 20301312, TGFBRI 190181
U PacCIOCHMIA TPYITHOTO OT/IETa a0PThI 608967, 20301299 TGFBR2 190182 Al
2}8;2%’ Herckuii/ SMAD3 603109 30T u OI1
613795, B3POCJIBIA  JCTA2 102620
611788 MYLK 600922
MYHI11 160745
Tuneprpoduyeckast KapaIMOMUOTIATHS, 115197, 20301725 Herckuit/ MYBPC3 600958 All 301 u OI1
JMIATAMOHHAs KapAMOMUONATHS 192600, B3POCIBIA  \fYH7 160760 31
2?31;‘33 TNNT2 191045 3111 OI
115196, TNNI3 191044
608751, TPM1 191010
612098, MYL3 160790 311
58?23053 ACTCI 102540
608758’, PRKAG2 602743
115200 GLA 300644 3ITu OI1
X-CLeIuieHHbIit  (remu-,
retepo-,
TOMO-)
MYL2 160781 ALl 311
LMNA 150330 30T u OI1
KarexonamuHepruueckast mouMopdHas 604772 RYR2 180902 Al 301
KeITyOYKOBAs TAXUKAPIUS
ApUTMOreHHas! KapAUOMMOTATHUSI TPABOrO 609040, 20301310 Herckuit/  P3I12 602861 Al
Kemmynouka 604400, B3pOCIBIA  pgP 125647 31 u OI
610476 -
607450’, DSC2 125645
610193 TMEM43 612048 311
DSG2 125671 301 u OI1
Cunnpom PomaHo-Yopna (yutnHeHHBII 192500, 20301308 Herckuii/ KCNQI 607542 Al
unteppan QT) 1, 2, u 3 Tvnbl, cMHIPOM 613688, B3pOCIBIL  KCNH2 152427 31 u OI1
Bpyrana 603830, -
Py c0L144 SCN34 600163
CeMeitHast TUTIEPXOJIECTEPUHEMMUS 143890,  Her Herckuit  LDLR 606945 ALl 31 u OIl
603776  GeneReviews APOB 107730 310
PCSK9 607786
BocnpuuMumBOCTb K 3710KaueCTBEHHOI 145600 20301325 Herckuiti/ RYRI 180901 Al 311
TUIepTepMun B3POCIBIA  CACNALS 114208

Ipumeyanus: * — HeKOTOpbIe 3a00J1€BaHMUSI, KOTOPbIE MOTYT I€MOHCTPHPOBATH MOIYIOMUHAHTHOE HAC/IEIOBAaHKE, IS IPOCTOTHI ObLIM 0003HAYE-
HBI KaK ayTOCOMHO-TOMUHaHTHBIE (Al); ** — XOTS HOCUTEIM MOTYT MUMETh YMEPEHHO MOBBIILICHHBII PUCK, PEKOMEHIYETCS UCKATh TOJIBKO JIUILL C OU-
ajtenbHbiMKu MyTatusivu. PMID — PubMed Identifier; OMIM — Online Mendelian Inheritance in Man; 311 — 3aBe1oMo nmaToreHHbIi, U3MEHEHME
MOCJIEIOBATEILHOCTH OBLUIO OIMCAHO PaHee U SIBJISICTCS IPM3HAHHOM MpuunHoii 3a6oseBanust; OI1 — oXumaeMo MaToreHHbI, U3MEHEHKE TTOCIen0-
BaTEJIbHOCTH paHee He ObUIO OMUCAHO U OTHOCUTCS K THITY, KOTOPBII MPEIONOKUTETBHO MOXET BbI3BaTh 3a00JI€BaHUE.

PekomeHmamus He cOOOIIATh 06 OXMIAEMBIX MATOTEHHBIX BAPMAHTAX [UTST HEKOTOPBIX T€HOB 00YCIOBIEHA MTPU3HAHUEM TOTO, YTO YCEKAIOIINe Bapy-
AHTBI X OCHOBHOM THIT OXKMIAEMbIX MTATOT€HHBIX BAPUAHTOB HE SIBJSIIOTCS] YCTAHOBJIEHHOM MPUYMHON HEKOTOPHIX 3a00JIeBaHMIA, YKa3aHHbBIX B CITUCKE.

ro JAECSITUJIETUS BBIMYCTUIU HECKOJbKO PYKOBOICTB.
PexoMeHmaluu 1o cooOlieHUI0 manueHTaM UHOOp-
MalliM O CIyJYaHBIX HaXoAKax Mpu MOJHOTEHOMHOM/
MOJIHORK30MHOM TecTupoBanuu ACMG (2013r) dak-
TUYECKU NaJIM HAayajo ONMOPTYHUCTUYECKOMY CKPU-
HuHry. K HacTosilieMy BpeMeHU BbIlIa 3-51 BEpcus

peKoMeHAallMii, BKIoYalolasi CucoK 3adoaeBaHUl
U T€HOB, PEKOMEHIYEeMbIX IJIsI COOOIIEHUS MAllUeHTy
(nnu ero yevalieMy Bpaudy) Mpu OOHApyXKeHUHU B Ka-
yecTBe “ciayvyaiiHbIX Haxonok ™~ (tabsuua 1) [15].

B 2021r ObuiM omyOGJMKOBaHBI peKOMEHAALMU
EBporneiickoro obiiectBa reHeTUKA YeJOBEKa MO OIl-
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MOPTYHUCTUYECKOMY CKPUHUHTY [18]. ABTOpHI 3TOTO
JIOKyMEHTa BBICKA3bIBAIOT OMACEHUsI, CBSI3aHHBIE C JO-
CTYITHOCTBIO MallMeHTaM MEIUKO-TeHETUIECKOTO KOH-
CYJIBTUPOBAHUS, MPOMPUIAKTUUYECKUX MEPOIPUITHU,
M yKa3bIBalOT Ha HEOOXOMMMOCTD THIATETbHBIX TTHJIOT-
HBIX MCCJIEIOBAHUI COpPa3MEpPHOCTU TIOJIb3bl U PHUC-
KOB TaKOTO TECTUPOBAHUS HE TOJBKO JIST OTAEIBHBIX
JIofeil, HO M JUISl CUCTEMBI 3[PaBOOXPaHEHUST KaXIoi
KOHKPETHOU CTpaHbl C yUeTOM OCOOEHHOCTel ee du-
HAHCUPOBAHMUSI.

Poccuiickue pekoMeHIAMK 110 TIPEACTaBIEHUIO
pe3yJbTaTOB MOJIEKYJISIPHO-TEHETUYECKOTO aHaJM-
3a MpuBeAeHbl B “PyKoBOICTBE MO MHTEpPHpeTalNU
naHHbIX nociaenoBatenbHocT JIHK uenoBeka, momy-
YEHHBIX METOJaMU MacCOBOTO MapauleJIbHOTO CeKBe-
HupoBaHus (MPS) (penakuus 2018, Bepcus 20)” [19].
B Hux Takke mpuBeneH CIMCOK TEHOB ISl TTIOMCKa Ta-
TOTEHHBIX BADMAHTOB U TIPENCTaBIeHbl PeKOMEHIAIINN
MO0 COOOIIEHUIO MALUEHTY “cliy4aiiHbIX” HaXOIOK.

CKPUHHMHTI HA HOCHTEJIbCTBO AYTOCOMHO-PEHEeCCHB-
HBIX U X-CIEIUIEHHBIX 3200JeBaHUii NPH MIAHUPOBAHUU
MOTOMCTBA

CKpUHUHT Ha HOCUTEIbCTBO IMPUHSTO MCITOJb-
30BaTh IJIST BBISIBJIICHUSI OTAEIbHBIX JIMI] WU CYTIpyXKe-
CKUX TIap C TMOBBIIIEHHBIM PUCKOM DPOXIEHUS peOeH-
Ka C ayTOCOMHO-PEIIECCUBHBIM WJIM X-CIIETIJIEHHBIM
TeHETUYECKUM 3abosieBaHUEM. BBISIBICHHBIE HOCUTE-
JI 9TUX 3a00JIeBaHUIT MOTYT TIOJIyYUTh UH(MOPMAITUIO
0 TEHEeTUYECKOM pUCKe JJIs1 Oyayliero pebeHKa U pac-
CMOTpPETh BO3MOXHBIE BapUaHTBl PENPOAYKTUBHO-
ro noseaeHus. B 2013r ACMG cBs3ana noje3HoCThb
CKPUHUHTA HAa HOCUTEJIbCTBO C MPUHSITUEM OIpele-
JICHHBIX PEeNpPOAYKTUBHBIX pelieHuii [15], BkiIoUaoo-
IIHX:

* BKCTpaKOpIOpajJbHOE OIJIOAOTBOPEHUE C Tpe-
WMIUTAHTAIIMOHHBIM TEeHEeTUYECKUM TeCTUPOBAaHUEM Ha
MOHOT€HHbIE 3a00JIeBaHUS;

* HCTOJIb30BaHUE NTOHOPCKUX raMeT/3MOPUOHOB;

* YCBIHOBJIEHUE peOEHKa;

* TMpEHaTATbHYIO JUATHOCTUKY C TIOCTIEMYIONIUM pe-
IIEHUEM TTOATOTOBUTHCS K TIOSIBJIEHUIO HA CBET 0OJIb-
HOTO pebeHKa, BKIIIOYasl CTelMaIbHBIN yXom Tocie
pOXIeHus, IMOO MpepbiBaHUe OEPEMEHHOCTH;

* pellleHNe 0TKA3aThCs OT NETOPOKIACHUSI.

HccnenoBanust mokaszaiau, 4YTO OXHOBPEMEHHBIN
CKPMHWHT Ha HOCUTEIbCTBO MHOTUX 3a00JeBaHU
OKa3bIBaeT BJIUSHUE Ha TIPUHSATUE PETIPOMLYKTUBHBIX
peureHuii. [1o maHHBIM 3TUX UCCIEIOBAHUM TMallMeH-
THI Yallle TPUHUMAIN OTIpeNe/IeHHbIe PETTPONYKTUBHbIE
pelleHusl, eCIu MOoJIyJalu pe3yTbTaThl CKPUMHUHTA 10
HactyruieHus: 6epeMeHHocTH (62-77%) [20]. Hanbonee
TIOTYJIIPHBIMU PEIICHUSIMA B CAMOM KPYITHOM MCCJIe-
JIOBAaHWY OBUIM 9KCTPAKOPIOPATbHOE OTUIONOTBOPEHNE
C TIPEUMITJIAHTAlIMOHHOM TeHETUYEeCKOI TMarHOCTUKON
(59%), npeHaTajgbHasi TMarHOCTHKA BO BpeMsi Gepe-
MeHHoCTH (20%) 1 KCIOJNB30BAHUE JOHOPCKUX TaMeET
(7,7%) 120]. TIpuHsTHE TAaKUX PEHICHUI CBSI3AHO C Ts-

JKECThIO 3a00JI€BaHUSI, TTO0 TOBOMY KOTOPOTO MPOBOIUT-
Cs CKPUHUHT.

CKpPUHUWHT Ha HOCUTEIHCTBO TEPENAIONIUXCS T10
HaCJeACTBY ayTOCOMHO-PEILIECCUBHBIX 3a00JeBaHUIA,
KoTOpbIit Havascs S0 jeT Ha3am, ObLI HalleleH Ha TpyIl-
bl PUCKA, KOTOPBIE TPAIUIIMOHHO OTIPEeIsICh KaK
STHUYECKUE TPYIIbI, U30JIMPOBAaHHBIE TeorpacduuecKu
WV TI0 CBOMM KYJIBTYPHBIM HOPMaM M OObIYasiM, 4TO
OrpaHUYUBAET ClyyaiiHOE 3aKIoueHre OpakoB (€Bpeu-
alkeHasu, aMuinu, ryrreputsl) [20]. B HacTosiiee
BpeMsd ACMG pekoMeHIyeT STHUYECKU U TOIMYJISIIM-
OHHO HEWTpadbHBIN MOAXOA K CKPUHWHTY Ha HOCH-
TEJTHCTBO MYKOBUCIIMI03a W CIIMHAILHON MBIIIEYHON
atpoduu [21, 22]. AMepuKkaHcKas KOJUJIETUS aKylle-
poB u ruHekoyioroB (ACOG — American College of
Obstetricians and Gynecologists) Takxke omodpuia yHU-
BepCAJIbHBINI CKPUHUHT Ha HOCUTEIBCTBO ITUX JIBYX 3a-
OosieBaHUI, U MIPEAJIOKUIIA elle OAWH KPUTEPUIi: ya-
CTOTY HOCHTeIbCTBa >1/100 B obmieit momymsuuu [20].

enu ckpuHUHTAa HA HOCHUTEJIBCTBO C TEUCHUEM
BpeMeHU He MeHsitoTcs. OQHaKo TeXHOJOTHUSI TECTH-
pOBaHUST KapAMHAJIbHO M3MEHWJIACh, YTO TO3BOJSIET
00€CMEeYnTh BBICOKYIO MTPOIYCKHYIO CIIOCOOHOCTh MPU
ObICTpOM mostydyeHuu pesynasrata [23]. CHUXeHUe 3a-
TpaT Ha CEKBEHUPOBaHUE MaHeseil TeHoB [24, 25] mo-
3BOJIMJIO TIpe[JjiaraTh MaHeJu “paclIMpeHHOro CKpu-
HUHTa Ha HOCUTEJIbCTBO”, KOTOPbIE MOTYT BKJIIOYATh
COTHU W ThICSIUM TeHOB. U XOTs1 0011IMe KpuTepuu, 1o
KOTOPBIM 3a00JIeBaHUSI BHIOMPAIOTCS JUISI CKPUHUHTA,
OCTalOTCSI MPEXHUMU U OOBIYHO BKIIIOUAIOT TIIyOOKUE,
TSIKeJIble U YMEPEHHO TSDKeNIble HapyIIeHUsl, 10 CUX
TOp HET YETKUX yKa3aHWil, KaKue TeHbI TOJKHBI ObITh
BKJIIOYEHBI B PYTUHHBI CKPUHWHT Ha HOCUTEIHCTBO.

ACMG npemyiaraeT MHOTOYPOBHEBbIN MOJAXO
K CKPMHUHTY Ha HOCUTeNbCTBO [20]:

* CKPUHMHT 1-TO YPOBHSI — ITHWYECKUI U TIOIYy-
JISSIIMOHHO HEWTpaJbHBIN IJIsI BBISIBICHUSI HOCUTENEH
MYKOBMCIIMI03a U CITMHAJIbHOM MBIIIEYHON aTpodun.
JOMOMHUTENIPHO OH MOXET BKJIIOYATh MCClIeJOBaHUE
KOHKPETHOTO TeHa MOCJIe OLEHKU PUCKa C YYeTOM JINY-
HOTO MEIUIIMHCKOTO U CEMEMHOro aHaMHe3a, a TaKxke,
npu HEOOXOOAUMMOCTHU, JabopaTopHOil MHGpOpMaLUU
U pe3yJIbTaTOB BU3yaJIU3alMHU TUTONA;

* CKPMHUHT 2-TO YPOBHSI BKJIIOUAeT 3a00JIeBaHUS
C TSDKEJIBIMU WJIUM YMEPEHHO TSKEeJIbIMU (heHOTUTTNYE-
CKVMMM TIPOSIBJICHUSIMU U YACTOTON HOCHUTEIHCTBA B I1O-
nynsiuu He <1/100. TIpu aTomM 00s13aTeTbHO BKITIOYA-
10TCs 3a001eBaHus 1-ro ypoBHS;

* CKPMHUHT 3-TO YPOBHSI BKJIIOUAeT 3a00JIeBaHUS
C YaCcTOTOM HOCHTENbCTBA B Tomyismun >1/200. JTns
o6onpmiMHCcTBa ciaydyaeB ACMG mnpemyaraeT orpaHu-
YUTBHCS 3-M YPOBHEM CKPUHMHTA;

* CKPUHUHT 4-TO YPOBHSI HE MMEET HUXKHETO Tpe-
JleJla YacTOThl HOCUTEIbCTBA, HO €r0 KJIMHUYECKas
000CHOBaHHOCTh MeHee yOeauTeabHa U3-3a BIAUSHUS
Ha TOYHOCTh MTPOTHOCTUYECKON MHMOpMAIIKU TSI per-
KUX Oosie3Hell IUIeoTpONnuU, TeHETUYECKON reTepo-
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Tabmuua 2
AYTOCOMHO-pelecCUBHbIE TeHbl, pekoMeHayeMble ACMG 1151 ckpyuHUHTa HocuTenbeTBa [20]

I'en OMIM* HasBanue MakcumaibHast ®enotun  3abosieBaHue
rena OMIM yacToTa HocuteabctBa  OMIM

AyTOCOMHO-DPEIeCCUBHBIE TEHBI TSI CKPUHMHTA C YaCTOTOM HocuTenbeTBa > 1/50

141900 HBB 0,119837 603903 CeproBMIHOKIJICTOUHAST aHEMUSI, 3-TajacceMust
613985
613208 XPC 0,050885 278720 [MurmeHTHast Kceponepma
606933 TYR 0,049337 203100 [1a3HO-KOXHBIIT abOUHM3M, THTT 1A 1 1B
606952
613815 CYP21A2 0,048459 201910 BpoxaenHas runepriasusi HAAMOYEYHMKOB BCJAEICTBUE HEAOCTATOYHOCTH
21-TuIpoKCcHIa3sl
612349 PAH 0,046068 261600 DeHUITKETOHYPUST
602421 CFTR 0,040972 219700 MykoBUCIIMI03
600985 TNXB 0,035134 606408 CuHzapoM, nogoOHbIi cuHIpomy Diiepca-/laHioca u 00yCIOBIEHHbII
HEOCTATOYHOCTBIO TeHACIMHA-X
606869 HEXA 0,033146 272800 boiesun Tes-Cakca
121011 GJB2 0,026200 220290 HecunnpomHasi petieccuBHast riyxota 1A
601544 HecuHapoMHasi TOMUHaHTHasH iyxoTa 3A
602858 DHCR7 0,023709 270400 Cunapom Cmura-Jlemnu-Onuria
277900 ATP7B 0,021983 606882 bonesHb Bunbcona
608034 ASPA 0,019856 271900 Bonesnp Kanapana
607008 ACADM 0,016583 201450 HenoctaTouHOCTb CpenHEeLenoYeYHO AeTMIPOreHasbl aluI-KO9H3MMa A
602716 NPHS1 0,015994 256300 BpoxneHHblit HepoTUIeCcKIii CHHAPOM (PUHCKOTO THTIA
601785 PMM2 0,015877 212065 CHHIPOM C YIIIEBOIHOI HENOCTATOUHOCTHIO IIMKOMPOTEUHA THMa la
607440 FKTN 0,015660 611615 Kaparomuonarus, nuiatannonHas, 1X
253800 BpokneHHast mbiiieuHast auctpodus Yokepa-BapOypr
605646 SLC26A4 0,015422 600791 [yxota ayrocoMHo-petieccuBHas 4
274600 Cunnpowm Ienapena
126340 ERCC2 0,015255 610756 LlepeGpookynodanocKeaeTHbI CUHHAPOM 2
601675 Tpuxotuomuctpodust 1, CBETOUYBCTBUTETbHAS
603297 DYNC2H1 0,014817 613091 TopakanbHas mucriasus 3 ¢ KOpOTKUMU pedpami (¢ TIOMMIAKTHINeH

WK 63 MONMIaKTUINK)

AYTOCOMHO-PEIIECCUBHBIE T€HBI U CKDUHUHTA € YaCTOTOI HocuTeNbeTBa oT <1/50 mo >1/100

610142 CEP290 0,014422 610188 Cunznpom XKy6epa 5
611755 BpoxnenHblit amaBpo3s JleGepa 10
607839 GBE1 0,013799 232500 BosnesHb HakoMIeHUs TIMKoreHa, Tur 1V
263570 3aboneBanus, csa3aHHbie ¢ GBEI
606800 GAA 0,013565 232300 Bone3ub HakorieHus mmkorena, T 11 (boresus [Tomrre)
100725 CHRNE 0,013526 100725 BpokneHHbII MUacTeHUUECKit CUHAPOM, 4A, MeUIEHHBIIT KaHa
BpoxaeHHbIiT MUacTeHUYeCKuit CUHIpoM, 4B, ObICTpPBIii KaHa
613742 G6PC 0,013401 232200 Bose3Hb HakOIJIEHUsT TIIMKOreHa, T IA
611409 0CA2 0,013113 203200 IMa3HOKOXHBII aTbOMHKM3M, KOpUUHEeBbIit 1 Tumna 11
120120 COL7A1 0,012995 226600 PenieccuBHblii nuctpoduyeckuit OyIIe3HbIi SMUIEPMOIN3
600509 ABCCS 0,012242 618857 CaxapHblit 11a0eT, MepMaHEHTHBI HEOHATAIbHBIN 3
612724 ALDOB 0,012119 229600 HacnenctBennast ppykrosypust
613899 FANCC 0,011992 227645 Anemust @aHkoHu, Tpymnmna KommiemeHTamu C
604597 GRIPI 0,011989 617667 Cunznpom ®pasepa
248611 BCKDHB 0,011760 245600 Bose3Hb ¢ 3a11axoM KJIEHOBOTO CHPOIia B MOUYE
613726 ANO10 0,010781 613728 CrninHolepebeisapHas atakcus 10
104170 NAGA 0,010637 609241 Bonesup lunmiepa, tum 1
Bonesnp unmiepa, tun 3
607608 SMPD1 0,010259 257200 bonesnb Humana-ITuka, tun A
607616 bonesnb Humana-Iluka, tun B
608400 USH2A 0,010203 276901 Cunnpowm Yiiepa, tan 2A
609058 MMUT 0,009999 251000 MeTunmManoHoBast aUMaypus, HEIOCTAaTOYHOCTh METUIMATOHIIT
KoA-myTasbt
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Ta6mua 2. IIpononkenue

len OMIM* HasBanue MakcumanbHast Oenorun  3aboneBaHue
rena OMIM  uyactora HocutensctBa  OMIM
600650 CPT12 0,009742 600649 Henocratounocts kapHuTUHNATbMUTOMATPaHCDEpassl 11, nHdanTHIBHAS
608836 HenocraTouyHocTb KapHUTUHIIAIbMUTOMIITPAHCGepa3sl 11, neTanbHas
HEeOHaTalbHast
608894 AHI1 0,009740 608629 Cunnpowm Ky6epa 3
AYTOCOMHO-pEIIECCUBHBIE TeHbI JUTSI CKDHHUHTA ¢ YacTOTOI HocuTenbeTBa oT <1/100 mo >1/150
608172 DHDDS 0,009340 613861 BpoxneHHoe HapylleHUe MUKO3UINPOBaHus 1-ro Tuna
TTurMeHTHBI peTUHUT 59
606152 SLC19A3 0,009163 607483 BoiezHb 6azabHBIX FaHIINEB, pearupyouias Ha 6MOTHH
606999 GALT 0,009132 230400 Tanakrozemust
118485 CYPI1IAI 0,008771 613743 HenoctaroyHOCTh HalMOYEUHUKOB, BPOXIEHHAS, C YACTUYHBIM WU TTOJTHBIM
n3MeHeHneM mnoJja 46, XY
190000 TF 0,008615 209300 AtpaHcheppuHeMus
609831 MMACHC 0,008610 277400 MeTuIManoHoBas aluaypust C TOMOLIMCTUHYpUE, TuI cblC
601615 ABCA3 0,008587 610921 JucohyHkims Metabonusma JerodHoro cypdakranra 3
606463 GBA 0,008572 230800 Bonesns Tome I Tuna
230900 bonesns lowe 11 Tuna
605248 MCOLNI1 0,008531 252650 Myxkosumnumo3 IV tuma
607840 GNPTAB 0,008454 252500 Mykonununo3s 11 tuna ansda/Oera
252600 Mykonununo3s 111 tTuna anbda/6era
613228 AGA 0,008364 208400 ACTapTWITITIOKO3aMUHYPHSI
605514 PCDHI5 0,008330 609533 Tyxora ayrocoMHo-pelieccBHas 23
602083 Cunagpom Yinepa, tun 1F
613871 FAH 0,007716 276700 Tuposunemus | Turma
607358 AIRE 0,007664 240300 CHUHAPOM ayTOMMMYHHOH MOJU3HIOKPUHONaTuu [ Tuna
606151 BBS2 0,007501 615981 Cunnpom bapne-bumns 2
616562 [MurmMeHTHBI peTUHUT 74
606530 CYP27A1 0,007399 213700 LlepeOpocyxoXuIbHBI KCAHTOMATO3
611204 CCDCSSC 0,007282 236600 Bpoxknennas runpouedanvs 1
136132 FMO3 0,007190 602079 TpumetunaMuHypust
613277 TMEM216 0,007107 608091 Cunnpom Ky6epa 2
603194 Cunapom Mekkens 2
605080 CNGB3 0,006849 262300 Axpomaroricus 3
607117 MCPHI 0,006822 651200 [MepBuuHas mukpouedanus 1, perieccuBHast
602671 SLC37A4 0,006748 232220 Bonesnb HakormeHus rkoreHa Ib
232240 bosnesHb HakoruieHus MKorexa, Ic
170280 PRFI1 0,006734 603553 TeMmocarouuTapHblii TMM(POrMCTUOLIMTO3, CEMEMHBII, 2
604272 5C02 0,006671 604377 Kommieke IV MUTOXOHApHATBHON HEIOCTATOUHOCTH, SAEPHbIH THIT 2
604285 AGXT 0,006648 259900 Tunepoxcanypuis, mepBUYHbBIH TUT |
AyTOCOMHO-PEIIECCHBHBIE TeHbI TS CKDUHIHTA C YaCTOTOi HocuTebeTsa ot <1/150 mo >1/200
609575 ACADVL 0,006419 201475 HenoctatouHoctb aumi-KoA-aernaporeHasbl KMPHbIX KUCIOT C 04€Hb
JUTMHHOM yIJIEPOTHOI LETTbio
608310 ASL 0,006190 207900 AprUHMHOCYKLMHATHAS aluIypust
607261 EVC2 0,006083 225500 XOHIPOIKTOAEPMANbHAS TUCTLIA3US
607574 ARSA 0,005986 250100 MeTtaxpomatuieckas JISUKOTUCTPOhHst
251170 MVK 0,005966 260920 Cunnpowm rumep-IgD
610377 MeBaloHOBas ALy pust
606702 PKHDI1 0,005960 263200 AYTOCOMHO-PEIECCUBHAS MOJUKUCTO3HAS O0JIE3HD MOUYEK
609019 BTD 0,005953 253260 HenocratouHoCTh OMOTUHUAAZEI
171760 ALPL 0,005719 146300 Tunodocdarasust, B3pociblii T
241510 Tunodocdaraszus, gerckas u MianeHYecKas
209901 BBS1 0,005713 209900 Cunnpom bapne-bumns 1
118425 CLCN1 0,005688 255700 BpoxaeHHas MUOTOHUSI, ayTOCOMHO-peLiecCuBHast (hopma
609506 CYP27B1 0,005512 264700 Butamun D-pe3ucteHTHBI paxuT 1-ro TMna
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Ta6mua 2. ITpononkenue

len OMIM* HaszBanue MakcumanbHast Oenorun  3aboneBaHue
rena OMIM  yacrora HocutensctBa  OMIM
174763 POLG 0,005330 203700 CunHnpowm uctomieHus MutoxoHapuanbHoit JHK 4A
613662 Cunnpom ucronieHust MutoxoHapuaibHoit JJHK 4B
609014 mcee?2 0,005184 210210 Henocrartounocts 3-metmikpoToHmi KoA kapbokcuiassl 2
605908 MLCI 0,005058 604004 MeransHuedannyeckas JeiiKoaHedanonatus ¢ CcyoOKopTUKaIbHbIMU
KHUCTaMK
607809 ACATI 0,005000 203750 Albha-MeTHIaleTOYKCYyCHAsl alluaypust
612013 CC2D2A 0,004969 612285 Cunnpom Kybepa 9
612284 Cunnpom Mekkenst 6
606718 SLC26A2 0,004715 226900 MHoxecTBeHHast anudusapHas iucruiasus, 4
600972 Axonnporenes Ib
236200 CBS 0,004676 236200 TOMOLIMCTHHYDHS, YyBCTBUTENbHAS ¥ HEIYBCTBUTENbHAS K BUTAMUHY B6
600073 LRP2 0,004676 222448 Cunnpowm loHHaii-bappoy
252800 IDUA 0,004675 607014 Mykononucaxapunos, Ih (cunapom I'ypiepa S)
607015 Mykonosnucaxapunos, Ih/s (cunapom I'ypiepa-1lieiie)
606596 FKRP 0,004668 613153 MpbiiieuHast IUcTpoUs-IUCTPOIIUKAHOTIATHS, TUTT A, 5
606612 MpblieyHas AMCTpoGUs-IuCTporIMKaHonarus, Tum B, 5
610326 RNASEH2B 0,004609 610181 Cunznpowm Aiikapau ['yrbepeca 2
611524 RARS2 0,004592 611523 MoCTOMO3KeUKOBas TMIOILIA3KsI 6-TO THIIA
141800 HBAI HewussectHO 604131 Anba-TamacceMust
141850 HBA2 HewusBectHO 604131 Anbda-Tanaccemust
600354 SMN1 1/60 253300 CriuHaIbHbIe MBILICUHBIE
253550 atpoduu, Tunsl I, I1, 111, IV
253400
271150
604982 HPS1 1/59 203300 Cunnpowm I'epmancku-Ilymnaka 1
606118 HPS3 1/59 614072 Cunnpom I'epmancku-ITynnaka 3
603722 ELPI 1/32 223900 CeMmeiiHast A13aBTOHOMMUSI
606829 FXN 1/60—1/100 229300 Arakcust @punpeiixa
238331 DLD 1/100 246900 HenoctaroyHOCTb TUTHAPOIUTIOAMUAIETHIPOTEHAH
161650 NEB 1/168 256030 HewmanunoBast Muomnarus 2
606397 CLRNI 1/120 276902 Cunnpom Yiepa 3a
604610 BLM 1/100 210900 Cunnpom bryma

[Mpumeuanue: * — OMIM — Online Mendelian Inheritance in Man.

TeHHOCTH, HEBEPHOI MHTEpIIpeTallid BApUAaHTOB U He-
MTOJTHOI KOPPENISIK TeHOTUTA ¢ (heHOTUTIOM.

B o6weit cnoxHoctu ACMG pekoMeHIyeT st
CKpUHUHTa Ha HOCUTEJIbCTBO Ha 3-M ypoBHe 97 ayTo-
COMHO-PELIECCUBHBIX TeHOB U 16 TeHOB ISl CKpUHUHTA
Ha HOCUTENbCTBO X-CLEIUIEHHBIX 3a0ojieBaHUil (Ta-
O6unbl 2, 3). Cnucok peryasipHO OOHOBJISIETCSI C TIPU-
BJIeueHUEeM TpoGUIbHbIX opraHu3anuii [20]. B To xe
Bpems akcneptsl ESHG npemiaralor Bo3nepKuBaThCs
OT TIpeIIOoKeHUSI HEOOOCHOBAHHBIX TeHETUYECKUX YC-
JIyT, Bpojie TlakeTa “pacIiIMpeHHBbIl CKPUHUHT HOCH-
TeTbCTBA + MPEUMIIAHTAIMOHHOE TeHETUYECKOe Te-
CTUpOBaHUE”, KOTOPbIE OyAYT MPUHOCUTH MAlIMEHTaAM
HEe0OOCHOBaHHbBIE MaTepUabHBIE 3aTPaThl U BOJHE-
Hus [26].

XpaHeHne OMOJIOTMYECKOr0 MaTepuaia U uHpopma-
nun. Peananus JaHHbIX

COop u xpaHeHUe OuomMmaTepuana NMpU MpOBene-
HUU IIUPOKOTO CIIEKTpa MCCIENOBAHUI CTAHOBSITCS

BaXKHOW COCTaBJISIIOIIE OOIIECTBEHHOTO 3ApaBOOXpa-
HEHUS U MHAUBUAYATBHOTO 300pOBbsi. CeromHs reHe-
TUYECKHE UCCAENOBAHUS BO MHOTOM SIBJISIFOTCSI OCHO-
BOTIOJIATaIOIMMU 111 cOopa U XpaHEHUs OuoMaTepu-
aja yesjoBeka, 0a3upysich Ha TECHOM B3aMMOIEUCTBUU
06100aHKOB U TeHOMHBIX LIeHTpoB [27]. Takoe “cocen-
CTBO” BO MHOTOM CBSI3aHO C T€M, YTO MPU MPOBEACHUU
JOPOTOCTOSIIMUX TEHETUYECKUX (4ACTO TOMYISIIUOH-
HBIX) UCCJIEAOBAHUI MMOHECEHHBIE 3aTpaThl SIBJISIOTCS
HACTOJIBKO KOJIOCCAIBHBIMU, YTO OOJIBIION POCKOIIBIO
SIBJISIETCS YHUYTOXEHUE MOMOOHBIX 00Pa3LoB U IMOJYy-
YEeHHOI TeHOMHOUW WH@opmanuu. Xopolio oxapak-
TepU30BaHHbIE TeHETUUYEeCKUe OaHKW OuomMmaTtepuaia
MPEACTaBISIOT OOJIbIION WHTEpec Mpu pa3paboTke
HOBBIX TUArHOCTUKYMOB, MOUCKE OMOMapKepoB, B pe-
IIEHUHU 3a7a4 MepCOHATU3UPOBAHHON MeaULIMHbI [28].

OnHoil U3 3amauveil cCOBpeMEeHHOTO OrMoOaHKa SIB-
JISIETCSI COXpPaHEHUE U BO3MOXHOCTb peaHan3a TeHOM-
HbIX JaHHbIX. UMeHHO OMO00aHKM CEromHsl SIBJISIIOTCS
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Taoanma 3

X-cuernjaeHHble reHbl, pekoMeHaoBaHHble ACMG 1151 CKpMHUHIa Ha HOCUTENILCTBO [20]

Ien OMIM* Hassanue rena OMIM  ®enotun OMIM  3aboneBaHue
300371 ABCDI1 300100 AnpeHoJeiikonuctpodus (ALD)
300806 AFF2 309548 YMCTBEHHas OTCTaI0CThb, X-CLEIJIeHHas1, CBsI3aHHasl ¢ JoMKuM caiitom FRAXE
300382 ARX 308350 PaszBuBatomtasics u amnentuueckas sunedanonarus 1 (DEEL)
300377 DMD 300376 MbieyHas aucrpodus bekkepa (BMD)
310200 MbimieyHast auctpodust domenHa (DMD)
306700 F§ 300841 TFemodunusa A (HEMA)
300746 F9 306900 TFemodumusa B (HEMB)
309550 FMRI 300624 Cunapom JoMKoii X-xpomocomsl (FXS)
300644 GLA 301500 bonesub @adpu
308840 LICAM 307000 Tunpouiedanust BeaencTere BpOXICHHOTO CTeHO3a cuiibBreBa Boponposonaa (HSAS)
300552 MID1 300000 Cunnpom Onuriia GBBB, tum I (GBBBI1)
300473 NROBI 300200 Tunoriasus HaamoyeyHMKoB, BpoxaeHHas (AHC)
300461 oT1C 311250 HenoctaTouHOCTh OPHUTUHTPAHCKApOAMUIIa3hl
300401 PLPI 312920 Crnactuueckas maparerust 2, X-cueruientast (SPG2)
312610 RPGR 300029 [MurmenTHbIi petuHuT 3 (RP3; RP)
300455 TTUrMeHTHBII PETUHUT, X-CUEIJIEHHBI 1 CUHOPECTTMPATOPHBIi
300834 Mudexuun, ¢ nIyxoToii wian 6e3 LIyxXoTbl
MakynsipHast nereHepanusi, X-clerieHHas atpoduieckast
300839 RS1 312700 Pacuienuna cetyatku 1, X-cuernieHHasi, ioBeHuIbHas (RS1)
300036 SLC6AS8 300352 CHHIPOM HEIOCTaTOYHOCTH LiepedpaibHoro kpeatnHa 1 (CCDS1)

[Mpumeuanue: * — OMIM — Online Mendelian Inheritance in Man.

MECTOM, TJi¢ MOTYT, M, BOBMOXKHO, HOJIKHBI XPaHUThCST
TeHOMHBIE NaHHbIe, T.K. IIJIT 3TOTO TpeOyeTcsl HaJln-
yue omnpenerieHHo nH@pacTpyKTypbl. Takoit nHbpa-
CTPYKTYpOIi, BKJIIOUalolleii WHGOpPMallMOHHO-aHa-
JIMTUYECKHNE CHUCTEMBI, CYNEPKOMITbIOTEpP, LECHTPHI
00pabOTKM MaHHBIX, a TAKXKE TO, UTO HYKHO HEIOCpe/-
CTBEHHO ISl XpaHEeHUsI 00pa3lioB — KPUOXPAHWIUIIA,
MOPO3WJIbHUKHU, U T.A., 00JaJal0T TOJbKO OMOOAHKMU.
CornacHO KOHCOJMANPOBAHHOM TTO3UIINH, TEHOMHEIC
JaHHbIE HEOOXOAMMO peaHaIM3UPOBaTh Kaxabie 6-12
Mec. U 1ejecoodpa3Ho xpaHuTh He <70 JieT, coriac-
Ho DenmeparbHOMY 3aKOHY “O ToCydapCTBEHHON Te-
HOMHOM peructpamuu B Poccuiickoit demepanmuu” ot
03.12.2008 Ne 242-® [19, 29].

Ho 4To ceromHs MOHMMAIOT MOX CJIOBOM “OHO-
6anHk”? CooO0IlecTBO CHeUUaTUCTOB, PabOTAIOIIUX
B obJylacTu OMOOaAHKMpOBaHUS, MOA OMOOAHKOM IIO-
HUMaeT HOBYIO (hOopMy OpraHu3aluu WIU €€ Moapas-
JeJCHNSI, KOTopast MOXKeT IPUHUMAaTh, 00pabaTEIBaTh,
XPaHUTh M PACTIPOCTPAHSITH OMOJIOTMYECKHEe 00pa3IIbl
M acCOLMUPOBAHHBIE ¢ HUMM JaHHBIC IS TEKYIIUX
1 OyAyIINX WCCICTOBAaHWI, TMATHOCTUKUA U TePaITuy
B COOTBETCTBUHU CO CTAHAZAPTHBIMU OIEPAIMOHHBIMU
MpolleAypaMy U BKJIIOYAET B ceOsl TTOJTHBIN KOMIUIEKC
MEPONPUSATHIA, CBSI3aHHBIX C €ro (DYHKIIMOHHUPOBA-
Huem [30]. buobaHK He SIBJISIETCS, CTPOTO TOBOPSI, HU
HayYHBIM yUpEXICHUEM, HU MEIUIIMHCKUM, HU IIPO-
W3BOIACTBEHHBIM, HM 00Opa30BaTelIbHBIM, a 3HAYMWT,
1 TpeboBaHUS K OMoOaHKAM MOTYT, HO He HOJIKHBI
OBITh 5KBUBAJICHTHHI TPeOOBAHUSAM, HalpUMeEp K Me-
IUIIMHCKUM opraHu3anusaM. M3BecTHO, 4TO 0COOEH-

HOCTU MEIUIMHCKOI'O peryaupoBaHusi obopora OMo-
00pas3loB 1 MHGOPMALIMKU O HUX CETOAHS CYILIECTBYIOT
JIUIIb B “OTPBIBOYHBIX” BapuaHTaX MPUKA30B U CTaH-
naptoB MunsnpaBa Poccuu (Hanpumep, B Ilpukase
Munsznapasa Poccun Ne 8031 ot 31.07.2020 “O mopsiake
WCTIOJIb30BAaHUST BCTIOMOTATETbHBIX PETIPOMYKTUBHBIX
TEXHOJIOTHI, TIPOTUBOIIOKA3aHUSIX W OrPAaHUYCHMSIX
K ux npuMeHeHuto”) [31]. Takum obGpa3om, xpaHeHUE
O61M000pa3IOB U TEHOMHBIX TaHHBIX (PaKTUUYECKU BO3-
MOXHO TOJILKO B OMo0OaHKax, HO MpU 3TOM OuobaH-
KM HEe MMEIOT HUKAKOTO YETKOTO PEeryJIMpoBaHUS CO
CTOPOHBI Pa3JIMYHBIX BEMOMCTB, BKJtoyass MUH3IpaB
Poccuwu.

HecmoTpst Ha CIIOXXHOCTU peryJIupoBaHusT pabOThI
O0mo0aHKa KaK OpraHM3alliy WIN MOonpa3aesieHus, BO3-
MOXXHOCTb HMCITOJIb30BaHUSI 00pa3loB M NaHHBIX T0-
BTOPHO BO MHOTOM OTIpe/esisieTcsi ”HOOPMUPOBAHHBIM
MOOPOBOJILHBIM comtacueM. Crnienrduka cornacust 1ist
JIOHOPOB OMOOAHKOB CBSI3aHa C TEM, UTO MEepBOHAYAJIb-
HO OuoMarepuaybl TMOJYYalOT B paMKax IMarHOCTH-
YeCKMUX TIPOILEAYP M TOJBKO BITOCJEACTBUM OHU CTa-
HOBSITCSI 0OBEKTOM MccenoBaHuii. MHbIMU clioBamu,
BO3MOXHOE U3MEHEHUE cTaTyca buomMarepuaioB (0co-
OCHHO TP TEHETUYEeCKUX MCCIICIOBAHUSX) SIBISIETCS
JOTIOJTHUTENIBHOM 00JIaCThI0 3TUUYECKOTO HATIPSIKeHUS,
CBSI3aHHOTO C KOHUEMIUSIMU WH(MOPMUPOBAHHOTO CO-
macus. [ToaToMy oTMedaeTcsl ycToiumBast TEHACHIINS
K KCIIOJb30BaHUIO B OMOOaHKax “pacuIMpeHHOro WH-
¢opMUpOBAaHHOrO comiacusi” U MaKCUMaJlbHO TIpU-
OJIMKEHHBIX K HEMY (opM MH(POPMUPOBAHHOIO CO-
miacus s ONTUMU3AIUMUA WCCIIEeN0BATEIbCKOMN mesi-
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TeabHOCTU [32]. OaHaKko 1Jis AOHOpa 3Ta TeHIEHLMS
ypeBaTa prCKaMU TIOJIHOH MOTepr KOHTPOJST Haa 00-
pasiamu 1 uHdopmanuei.

HyXHO OoTMETUTbH, YTO BKJIaJ OMOOAHKOB B MpO-
rpecc HayKu IIOCPENCTBOM TeHEeTUYEeCKUX MHCCle-
JIOBAaHWII M CO3JaBaeMbIX Ha MX OCHOBE IPOIYKTOB
U TeXHoJoruii nenaer OeHedulmapoM OMOOAHKOB
KaXJ0ro rpaxiaaHuHa. PykoBoacTBO 1o GuodaHKaM
YesloBeKa U TeHETUIECKUM MCCIIeNOBAHUSIM, TIOATOTOB-
sneHHoe OpraHu3alueil 9KOHOMUYECKOTO COTPYIHU-
yecTtBa U pa3putusd B 20091, paccMoTpesno 3HaYUMble
JUTSL 3aIIMTHI TIPaB JOHOPOB BOIPOCH KOMMEPYECKOTO
WCTIONIb30BAaHMST OMOJIOTUYECKUX MaTepHualioB, COOpaH-
HbIX B 0ro6ankax [33]. [IpuHuun 9 atoro PykoBonctsa
MPU3BIBAET YETKO CHOPMYITMPOBATH IMOJUTUKY TIO BO-
npocaM, CBSI3aHHBIM ¢ KOMMeplLMaau3aluein 6uodaH-
KOB, Y YTBEPXKIAET, UYTO BHITONbI, BHITEKAIOIINE U3 UC-
CJIeMOBaHUSI M UCIIOJb30BaHUSI pecypcoB OMOOAHKOB
yesloBeKa M 0a3 JTaHHBIX TEHETUYECKUX MCCIIeIOBaHUIA,
JIOJDKHBI pAcTIpOCTPAHSThCS KaK MOXHO IIWpe, B T.4.
myreM oOMeHa MH(oOpMalneit, TUIEH3UPOBAaHUS WU
rnepenayu TeXHOJOTuU, Ui MaTepuanosn [33].

OpmHako Mpu SIBHOW BBITOJE — BO3MOXHOCTU MC-
MMOJIb30BaTh CBOI OOpasell, MoJjiydyaTh MOIMOJTHUTEIb-
HYI0 MHOOpPMAIIMIO O MPOBENEHHBIX MCCIETOBAHUSIX,
JIOHOp WJIW TIAIIMEHT HECET W OIpeAesIeHHbIE PUCKU.
OHU cBsI3aHBI ¢ pUCKaMU UH(POPMUPOBAHUS WU HeE-
MH(MOPMUPOBAHUS O HOBBIX TEeHETMUYECKMX HAXOIKaX;
(buznyecknMm puckamMu XpaHeHust 6GM000pa3OB U Ma-
TEpUaJIOB; TPUHATUEM PEllIeHUil 0 JOHOPCTBE TIPU He-
BO3MOXHOCTH TIpeNcKa3aTh OTHAJeHHbIE Pe3yIbTaThl
HCCiIenoBaHUi 00pa3lioB U COOCTBEHHYIO PEaKIIUIO
Ha TIOJIyYeHHBIE pe3yJbTaThl; PUCKaMU HECAHKIIMO-
HUPOBAHHOTO JOCTyMa K MH(MOPMAIUU TSI TPEThUX
JIUI] ¥ €€ pacrpoCTpaHeHUsI; HapyIIeHWEM IIeJIOCTHO-
CTU OOBEKTOB XPaHEHHUS C MOCJEeNyIoleil HEBO3MOX-
HOCTBIO TIPOLIEAYP aHOHUMU3ALIMK/IeaHOHUMU3ALINU
(yrpaTta cBsI3u OM000Opa3LoB U MH(poOpMaUUU, B T.4.
0 COIMAIbHO-IeMOrpacUIecKuX U METUIIMHCKUX Tia-
pameTpax J0oHOpa); pUCKaMM IeaHOHUMU3AIUU J0-
HOpa MpU HayYHBIX MTyOJUKAIMSIX, ONMUPAIONINXCS Ha
orpaHMYeHHbIe BHIOOPKU (OopdaHHBIE TeHETUUYECKHE
3a00JIeBaHUS).

Bonbiioe 3HayeHue aJist paboThl OMOOaHKaA MMEET
MOJIMTUKA B OTHOLIEHUM OOPAOOTKU U 3allUTHI Mep-
coHanbHbIX naHHbIX (IT1). B PD, ¢ onqHOIT CTOPOHHI,
Takas MOJMTUKA MOJDKHA 0a3MpoBaThCS HAa HOpPMax
cratbu 18.1 DenepanbHoro 3akoHa “O MepCOHATBHBIX
JaHHBIX” oT 27.07.2006 Ne 152-®3, a ¢ apyroit cropo-
HBI, COOTBETCTBOBATh LIEJISIM M 3amadyaM KOHKPETHO-
TO YYpEeXIeHUST WM OpraHu3alluu Mpu 0OecIieYeHUn
3alIUTHI TPAaB ¥ CBOOOJ YeoBeKa U TpaXIaHWHA TpU
00paboTKe ero mepcoHanbHbIX JaHHBbIX [34]. CeronHs
WUIET aKTUBHOE OOCYXIeHME BOIpOca O NMpUpaBHUBA-
HUU TEHETUYECKUX NAaHHBIX K MEPCOHAIBHBIM (B Ya-
CTU 00pabOTKY MepCOHANBHBIX OMOMETPUUYECKUX JTaH-
HBIX), OMHAKO JaHHbIe u3MeHeHust B @3 ot 27.07.2006

No 152-®3 moka He BHeceHbl. Hy>kHO OTMETUTH, YTO
cama no cebe obpadotka I1[I co3maeT aTUUECKYIO OU-
JieMMy: 1100 6M00aHK HaleXXHO 3allullaeT MpaBo Mna-
LIMeHTa Ha aHOHUMHOCTb, HO TIPU 3TOM TOJIyYeHHast
nHMOpMaIIMS HEe MOXET OBITh MCIOJb30BaHA ST Te-
pamneBTUYECKOTO Ojlara HU JOHOPY, HU €ro pOACTBEH-
HUKaM, JUOO OMoOaHK pa3pabaTbiBAaET U MUCIIOJb3YET
orpe/ie/IeHHbIE MeXaHU3M 00e3TMUYnBaHMsI/Ie00e3/ -
yyBaHUs (AHOHUMMU3ALIMK,/IeaHOHUMU3AIu1) TaHHBIX,
COMPSKEHHBIN C MOBBINIEHUEM PUCKA “yTeUKU TMep-
COHaJIbHOI MH@opMaLuu. BaxxHo oTMeTuTh, uTo I1]1
MOTYT OBITH TIepeNaHbl B IPYrMe OpPTaHU3aIMU TOJBKO
B COOTBETCTBMM C HOpMaMM 3akoHojaaTelbcTBa P®D
M Ha OCHOBAHWUM COOTBETCTBYIOIIMX TOTOBOPOB MEX-
oy 6uobaHKamMu, O 4YeM JOHOp OromaTepuasna JT0KeH
OBITh TIOCTABJIEH B M3BECTHOCTb 3apaHee NP MOMIN-
caHuM MHGOPMUPOBAHHOTO JOOPOBOJIBHOTO COTIIACHS.

HenepcoHndukanus JTaHHBIX B 1IeJIOM BKJIIOYAeT
B ce0s1 He TOJIbKO 00e3TMYUBaHNe TaHHBIX, HO U KOIH-
poBaHue 6Mo000Opa3LoB. DTa Mpollenypa sIBiasieTcs: 00si-
3aTeIbHOM 111 (DYHKLIMOHUPOBAHUS J1000ro 6uobaH-
Ka, O3HAKOMJIEHUE C KOTOPOi MO3BOJISIET JOHOPY OBITh
YBEPEHHBIM B MaKCUMaJIbHOM obecrieueHuu Ge3omnac-
HocTU npu paborte ¢ ero ITJ1.

B mupe akTuBHO 0OCYXIalOTCS BOIMPOCHI Mepe-
Ja4yd M oOMeHa TeHOMHBIMU NaHHBIMH, TTOCKOJBKY,
MO CyTH, TOYTU Bce OMO0Opa3IIbl MO3BOJISIIOT U3BJIEUb
reHoMHy1o uH@opmanuio. ToT ¢GakT, 4TO TeHOMHbIE
JNAHHBIE SIBJISTIOTCSI M NaHHBIMU TEPCOHATBbHBIMU, CY-
IIECTBEHHO BJIUSIET Ha PETYJIMPOBAHNE TTPAKTUK 0OMe-
Ha uH(opMaluein Mexay ornodbankaMu. [{ist aToi Lenu
ObLT co3MaH ANTbSIHC TeHOMUKU U 310poBbsi — GA4GH
(The Global Alliance for Genomics and Health) — op-
raHu3aius, paspadarbiBaionias MOJUTUKY U yCTaHaB-
JIUBaIOIIasi TeXHUYECKHUEe CTAaHAApThl, CTPEeMsIIIasICs
00€CIeYnTh OTBETCTBEHHBIII 0OMEH TeHOMHBIMU JaH-
HBIMHU C COOJTIOJICHUEM TIpaB YeIoBeKa.

Llenesoii rpymnioit mo peryaupoBaHUIO U TUKE MPU
GA4GH 06bu1 poBefeH MacllITaOHBINA OHJIAH-OIPOC
“TBost JIHK, TBoe MHeHue” (Your DNA, Your Say), no-
CTYMHBIN Ha 15 A3bIKax, ISl OLIEHKW TOTOBHOCTH pe-
CIIOHJIEHTOB B Pa3HBIX CTPaHaX XepPTBOBATh 0OPa3Ilbl
JAHK u MeaunumHckyo nHGopMaluio 1isl uccieaoBa-
HMIT 1 (paKTOPOB, KOTOpPHIE Ha Hee BIUSIOT. Pe3ynsraTsl
OIIpoca OTpaxaroT MHeHue 36268 yenoBek u3 22 cTpaH
mupa, B T.4. u3 Poccuu [35]. B pamkax uccinenoBaHust
OBLJIO BBISIBJIEHO, YTO JIyYIlIasi OCBEIOMJIEHHOCTh O Te-
HETHUKE MOJOXUTEILHO BIUSET Ha XeJIaHWe XepTBOBaTh
o6pasubl JIHK. ITpu aTOM MeHee MoJIOBUHBI BCEX yJacT-
HUKOB TOTOBbI A0BepuUTh cBolo JTHK omHOBpeMeHHO
HECKOJIbKUM OpraHu3aiusiM (MEIUIIMHCKUM OpraHu3a-
LIMSIM, HEKOMMEPUYECKUM HCCIIeIoBaTeNsIM, KOMMepUe-
CKUM UCCJIENOBATEeNISIM, TIPABUTEIbCTBEHHBIM OpraHu3a-
LIASIM U T.JI.). BOJIBIIMHCTBO OIMPOIIIEHHBIX YYACTHUKOB
u3 Poccun (>50%) rorosbl nmoxeprBoBarh cBoo JJHK
TOJIBKO METUIIMHCKUM OpraHu3anusaM u guib 30% —
KOMMEPYECKUM OpraHusanusm [35].
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ITocnenHue pa3paboTKU B 00JIACTU T€HETUUECKO-
TO TeCTMPOBAHUS CYIIECTBEHHO PACIIMPUIN €ro BO3-
MOXHOCTH. CHIDKAIOTCS 1IEHBI Ha TeHETUYEeCKUEe TECTHI,
YTO TIPUBOIUT K WX OoJiee IMPOKOMY MCTIOJIb30BaHMUIO,
B T.U. JUIsI 0OCJIeNOBaHMST B3POCIBIX JUIl 0€3 CUMIITO-
MOB 3a0ojeBaHuil. OCOOEHHO 3TOMY CIIOCOOCTBYIOT
KOMMepUecKue J1abopaTopuu, MIMPOKO PEKIAMUPYIO-
1IIM€ TECTHI JJIS UCITOIb30BaHUSI HAIPSIMYIO TIOTpeOu-
TEJIeM.

He MoxeT ObITh HUKAKUX COMHEHUI B TOM, 4TO
MpenoTBpalieHre 00JIe3HN TIPEATNIoOUTUTENIbHEe, YeM
JledeHWe 3a0oJieBaHUs ITIOCJIEe ero MaHudecTaluu
WY Ha TIO3MHMX cTanusix. Pa3BuTre repcoHaIn3upo-
BaHHOW MEIULIMHBI TPeOYeT 3HaHUI O FeHEeTUYEeCKOM
MPEenpacIioyiokeHHOCTH K Pa3BUTHUIO 3aboJjieBaHU
y uesnioBeka. OqHaKo He Bce MPpOodUIaKTUIECKE MepHI,
OCHOBaHHbIE Ha TaKOM 3HAaHWU, OAMHAKOBO 3(dek-
TuBHBI. CylecTByIoIINe 3apy0exkHble peKOMEHIaIuu
B OTHOIIEHWW TECTUPOBAHUS 3IOPOBBIX JIUIL TIPU-
JEPXKUBAIOTCS OCTOPOXKXHOTO TOAXOMAa, MPaKTUIECKU
BCETIIa OCHOBBIBASICh HAa HAJIMYMU y YeJIOBEKa Ompese-
JIEHHBIX TIpeIIIecTBOBaBIINX TecTupoBanuto ®P. s
B3POCJIBIX 3[I0POBBIX MHIWBUAYYMOB 0€3 MpEeAIIecTBY-
fomux PP, miaHUpyOIIUX MTOTOMCTBO, PEKOMEHIY-
€TCs TeCTUPOBAHMWE Ha HOCHUTEJIbCTBO ayTOCOMHO-pe-
LIECCUBHBIX U X-CUEIUIEHHbIX 3aboneBaHuii. CienyeT
YUUTBIBATh, YTO, HECMOTPSI Ha TO, YTO JaHHBIE PEKO-
MEHJaluKW, HECOMHEHHO, JaloT “OpUeHTUp” ISl pas-
paboOTKM TeHEeTUYeCKUX TaHeleil Ha HOCUTEIbCTBO,
U TI0 COOOIIEHUIO TAIlMEHTaM O CJIyJalfHbIX HaxomKax
npu TecTUpOBaHUM, TpebdyeTcs pa3paboTka oTeue-
CTBEHHBIX PEKOMEHIAIINi, YeMy JTOJIKHO TPEIIIeCTBO-
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