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C.K. KoHoHoBa, H.A. bapawkos, B.I". lNweHHKKOBA,

C.A. ®epoposa, .M. TeptoTuH

BUO3TUYECKUE NMPABWUIIA OHK-TECTMU-
POBAHUA AYTOCOMHO-PELLECCUBHON

rMyxoTbl 1A TUNA

B PECMYBJIUKE CAXA (AKYTUA)

B pesynbrate usyvenus 6uoatuueckunx acnekto [IHK-TecTrpoBaHusa aytocomHo-peLieccBHow rryxoTbl 1A Trna ( APIT 1A) BbisiBiEH OCHOBHOM
Kpyr 61oaTnyeckmx npobnem, KoTopble MOryT BO3HUKHYTb NMPU MaccoBoM BHeapeHun [JHK-TecTupoBaHusi Ha HacrneACTBEHHbIE HapYLLEHUS CryXxa,
1 KoTopble B ByayLem noTpebytoT oT 0bLLecTBa MOPanbHO-3TUHECKOTO U NMPaBOBOro OCMbICNeHUs pedynbraToB BHeapeHus [HK - TectupoBaHus B
MELULIMHCKYIO NpakTuky. PaspaboTaHbl atTuyeckune npasuna [HK-tectuposanus AP 1A.

KnioueBble croBa: ayTocoMHo-peLieccuBHas riyxota 1A Tuna, IHK — anardoctuka, 6uoatuka

As a result of studying the bioethical aspects of DNA testing of autosomal recessive deafness-1A (DFNB1A), the main range of bioethical prob-
lems that may arise during the mass introduction of DNA testing for hereditary hearing impairment, which in the future will require moral, ethical
and legal understanding of the results of the introduction of DNA testing in medical practice was identified. Ethical rules for DFNB1A DNA testing

have been developed.

Keywords: autosomal recessive type 1A deafness, DNA diagnostics, bioethics.

C 2005 r. B Pecnybnuke Caxa (Aky-

TUSI) MPOBOAUTCH  MOMEKYNSPHO-TEHEe-
TUYeckoe W3y4YeHUe HacneacTBeHHON
HeCUHOPOManbHOM  CEeHCOHeBparnbHOW

rnyxoTel. Bnepsble B nonynsuum sikytos
naeHTudUUMpoBaHa  MOSEKYNsipHO-re-
HeTMYeckasi MpuUYMHa HacneaCTBEHHOM
BPOXAEHHOW (hopMbl rMyxoTbl. BeisiBne-
HO, YTO OHa BbI3bIBAETCS MyTauuMen [o-
HOPHOroO cawTta cnnancuHra c.-23+1G>A
reHa GJB2 (Cx26) u B COOTBETCTBUM
C MexayHapodHbim katanorom OMIM
(Online Mendelian Inheritance in Men)
Knaccucuumpyetcss  Kak  annenbHbIn
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BapuvaHT ayTOCOMHO-PELIECCUBHOW y-
xotbl 1A TMna (APl 1A). Pacnpoctpa-
HeHHocTb APl 1A cocTtaBnsieT 16,2 Ha
100000 sikyTCKOro HaceneHusd, a yactora
reTepo3nroTHOro HOCUTENbCTBA MyTauun
c.-23+1G>A BapbupyeTt ot 3,8 go 11,7 %
Ccpeon KOPEHHOro HaceneHust Akytuu
(aBeHbl, 3BEHKX, JonraHbl, siKyTbl). Pe-
3ynbTaTbl UCCreQoBaHNS MyTaumm canta
cnnancuHra reHa GJB2 (Cx26) ceupge-
TENbCTBYIOT O CyLLEEeCTBOBaHUN Hambonee
KPYMHOTO B MUpPE «3HAEMMUYHOrO oyara»
HakonneHuns c.-23+1G>A B BocTto4yHol
Cwnbwupwm [1]. Hamu nayvanunce 6rnoatuye-
ckue npobnembl OHK-TectnpoBaHus APl
1A, paHee onucaHHble B ctaTtbe C.K. Ko-
HOHoBOW ¢ coaBT. (2018) [2]. B pesynbra-
Te HalMX UccnenoBaHuii Obinn NPUHATLI
N YTBEPXKAEHbI HAa 3aceaHnu NoKarbHO-
ro KomuTeTa no GMoMeanLMHCKON 3TuKe
npun AHL KMIT aTnyeckue npasuna reHe-
TUYECKOrO KOHCYMLTUPOBAHUSA MpU Mone-
KynspHO-reHeTu4eckon anarHoctunke AP-
A, npeacraBneHHble B Tabnuue.
3akniouyeHne. B pesynbrate  wus-
yyeHus OGuoatnyeckux acnektoB [HK-

TECTUPOBAHUS ayTOCOMHO-PELLECCUBHOMN
rnyxoTbl 1A TMna BbIABNEH OCHOBHOW KpyT
O1o3TMYECKNX Npobnem, KoTopble MOryT
BO3HMKHYTb MPVY MacCOBOM BHeOpeHUn
OHK-TecTupoBaHusa Ha HacneacTBEHHbIE
HapyLleHns crnyxa u B Gyayuiem notpe-
OyloT OT 06LlecTBa MOpanbHO-3TUYECKO-
ro U NPaBOBOrO0 OCMbICNEHNSI pe3yrbTa-
TOB BHegpeHus [OHK-tectupoBaHusa B
MEeOULMHCKYIO MPaKTUKY.

Paboma 8ebirnonHeHa rpu ¢huHaHco8ou
noddepxke POOU «U3yyeHue 6uosmu-
yeckux acnekmos [HK-mecmuposaHusi
HacedCmeeHHbIX HapyweHul criyxa»
epaHm (18-013-00738 A).
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35delG reHa GJB2 npu HacneacTBeHHbIX dop-
Max TYroyxoCTW/rnyxoTbl B MNPaKTUKy MeEAUKo-
reHeTUYEeCcKoro KOHCynbTUupoBaHusi Pecnybnuku
Caxa (Akytus) / H.A. Bapawkos [n gp.] // AxyT-
CKUA MeamuMHCKUI xypHan. MpunoxeHne Ne3.-
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2. HekoTopble 61oaTuyeckune Bonpock! mose-




. AKYTCKMN MEOVLIMHCKAM YKYPHAT

ITHYecKHe MPABHIA FreHeTHYeCKOro KOHCYIbTHPOBAHHS
NPH MOJIEKYJISIPHO- TeHeTHYeCKOli THATHOCTHKE ayTOCOMHO - peliecCUBHOI r1yxoThl 1 A Tuna B PC (51)

DTUYECKHe IpaBujIa

KommenTapuu

1.B3auMOOTHOLIEHUS FeHETHKA ¥ TECTUPYEMOTO UHU-
BUIyyMa IIPU TE€HETHIECKOM KOHCYIIBTHPOBAHUH CTPOSIT-
Cs1 Ha B3aMHOM JIOBEPHUHU U SIBJISIOTCS HEIUPEKTUBHBIMU

JIMpeKTHBHOCTB — peJHaMepeHHas IOIBITKAa KOHCYIIbTaHTa (4epe3 oOMaH, yrpo-
3y WIHM TPHUHYXICHHE) HAPYIINTh aBTOHOMHUIO YelTOBEKa U MOATONKHYTH €ro K
TOMY WJIX MHOMY PEUICHUIO [4]

2.Kaxp1ii HHIUBUAYYM, KEJTAIOUIUN POUTH TECTUPOBA-
HHE, IMCCT MPABO Ha MOJTYyYCHHE TOJHON HH(POPMAIHH O
3a00JIEBAaHHH, €TO PA3BUTHUH U MOCIEICTBHUAX, CYIIHOCTH
TECTUPOBAHUS, BOSMOXKHBIX PE3yJibTarax

Jnist BBISICHEHUSI IPUYHH TIYXOTHI / TYroyXocTu B orsiromenHoid APT™ 1A cembe
Ha TeHETHYECKYI0 KOHCYJIBTAIIMI0 MOTYT OOpaTHThCS MAlMEHThl C Pa3HbIM TEHO-
(hCHOTHITMYECKUM CTAaTyCOM: MHAMBHIBI C HOPMAaJbHBIM T'€HOTUIIOM Oe3 Hapy-
meHui ciyxa ([wt];[wt]), rerepo3uroTHele HOCUTEIH ¢ KHOPMAJIBHBIM CIIyXOM»
(c.[mu];[wt]), TOMO3HTOTHI [T0 My TALIUH C TSHKEIION CTENICHBIO TYTOyXOoCTH (C.[mut];
[mut]). CooTBETCTBEHHO, IOXO0/IbI K TEHETHYECKOMY KOHCYJIETUPOBAHUIO U TTOJTY-
yeHuro nHdopMuposanHoro coracus Ha JJHK-TectupoBanue qTaHHBIX TPy Ma-
IIUEHTOB TAKXKE JJOJKHBI OBITh Pa3HbIMU [2]

3.Pemenne o nmpoxoxxaennu JIHK-rectupoBanus momk-
HO OBITH JTOOPOBOJBHBIM

Koncynsruposanue u JIHK- TecTupoBaHue CTaBUT LIENBIO YIy4IICHUE IICUXONIO0-
TMYECKOTO OTaromnoiydust ¥ aJanTaluio MaleHTa K TeHETHYECKOMY COCTOSHHIO
WK PUCKY [4]

4. IlpucyTcrBUe CypaonepeBoAYUKa IPU KOHCYIBTUPO-
BaHMH MALUEHTOB 0053aTEIbHO

Wupopmanus Jo/pKHa OBITH JH0BEICHA 0 MAlMEHTa B Haubojee MONHOH U J10-
cTynHO# dopme [4]

5.Heo6xonnmbiM ycioueM nposenenus JJHK-
TECTHPOBAHUS SBJISACTCS HHPOPMUPOBAHHOE COIIACHE,
KOTOpPOE 03HAYaeT, YTO JeeCIOCOOHBINH HHIMBUAYYM
TIOJTHOCTBIO O3HAKOMJICH C IPE/ICTABICHHON eMy HHpOp-
Manuei, aJeKBaTHO ee OHUMAEeT U IPUHUMACT PEIICHHe
00 00cne0BaHNN CAMOCTOSATEIIHHO

HeobxomumMo co3nmath 0coOble yCIIOBUS ISl KOHCYJIBTHPOBAHUSI M IOJIYYEHHS
nHpopmupoBanHoro cornacus y niyxux. Mupopmuposantoe cornacue Ha JJHK-
tectuposanne API" 1A nomkHO ObITH 0QOpPMIIEHO B MUCEMEHHOM BHJE U OBITH
MaKCHMAaJIbHO JOCTYTHBIM JUlsl HOHNMaHusA. ClieyeT n30eraTh CI0XKHBIX TEHETH-
YECKMX TEPMUHOB U UCIIOIb30BATh IIPOCTHIC CI0BA U IPEIUIOKEeHUS 2]

6.IHK-tectuposanue API" 1A nomycrtumo amist Heco-
BEPIIEHHOJETHUX JIeTeH

[Tpn momyyennn MHGOPMHUPOBAHHOTO COTIACHS OT CIBIMIAIINX POIUTENCH IS
JAHK-tectupoBanusi API" 1A MOXXHO OOBSCHHTH, YTO PeOCHOK HAaCleayeT I0-
BPEXK/ICHHBIA TEH OT KaXKIOTO POAUTEINS 1, BO3ZMOXKHO, HEKOTOPHIE POAUTEIH YBH-
JUIT B 9TOM PaBHOMEPHOE paclpeeeHne OTBETCTBEHHOCTH 3a Oone3Hb. OHako
OTSTOIICHHBII CEeMEHHBIII aHaMHe3 (HaIM4YHe ITyXUX POJCTBCHHHKOB B CEMbE)
B 3HAYUTENBHOH Mepe oblierdaeT KOHCYJIBTHPOBAHHE H IONYyYSHHE COINIachsi Ha
JHK-tecTnpoBanue, MoCKOJIBKY MaUeHTHI ICHXOIOTHYECKH TOTOBBI IPHHSTE Ha-
CJIEZICTBEHHYIO OTATOLIEHHOCTh B CEMbE.

JIHK-tectupoBanue aereit 1o 14 net na HocutensctBo API 1A nomxHo ocymiect-
BISITBCS] IPH MH(POPMHUPOBAHHOM COIVIACHU POJMTEICH WIIM ONEKYyHOB, IIPU ITOM
04eHb BAKHO JIOCTYITHO M JIETAIbHO NH()OPMHUPOBATH POTUTEIICH O TeHETHIECKOM
cTaryce ux peOeHKa M OKa3aTh aJleKBAaTHYIO TMCHUXOJOTHYECKYIO MOAICPIKKY MPH
coobmienun pesyasraro JJHK-tectupoBanms [2]

7.Ha o6xymeiBanue pemenus o npoxoxkaernu JJHK-
TECTUPOBAHMUS MALUEHTY BBIJETSIETCSA BpeMs

Kax npaBunio, nanyeHTsl 6oliee yIoBIeTBOPEHBI, €CIIM OHU aJIeKBaTHO HH(OPMH-
POBaHBI ¥ aKTUBHO y4YacTBYIOT B IPHHATHH perreHus. [loaromy Heobxoxumo yBa-
»KaTh BBIOOp manuenTa o coracuu / otkase ot JJHK-rectupoanust [2,4]

8.Mudopmanus o pezynsratax JJHK-recTupoBanus
ctporo koH(puaeHnHanbHa. Coo0IIeHHEe Pe3yNbTaToB MO
route u TeaeoHy He I0ImycKaeTcs

Coobmenne pesynbrara JJHK-rectupoBanms o pucke API" 1A mMoxer HecTH 3Ha-
YHUTEIBHYI0 MOPAJIBbHO-IICUXOJIOTHUECKYI0 HArpy3Ky IJIsl uelloBeKka. Bo-mepBbIx,
TECTHPYEMBIil Y3HAET O PUCKE POXKICHHS TYyrOyXoro/miyXoro pebeHka B cembe. B
9TOM cilydyae IpH BBISBICHHUH Y HHAMBHJA T'€TEPO3UTOTHOrO HocHuTelabcTBa APTT
1A HE0OXOAUMO PEKOMEHIOBATH EMY TIPOCIIEKTHBHOE METUKO-T€HETHIECKOE KOH-
CYIBTHPOBAHHE WM MPEKOHIENIMOHHYIO MPO(UIaKTUKY. Bo-BTOpBIX, reTepo3u-
TOTHOMY HOCHTEIIO HEOOXOIMMO TIPEIOCTaBUTh HHYOPMALIHIO O JOCTATOYHO BbI-
COKOM PHCKE CHIDKEHUSI CITyXa B IOXHIOM Bo3pacTe. KoHcTaramus fanHoro dakra
MOKET JOTMOJHATHCS PEKOMEHIAMSIMH 0 BEACHHIO COOTBETCTBYIOIIETO 00Opasa
JKM3HU ¥ pabOThI, KOTOPBII ObI yMEHbIIIA HATPpy3Ky Ha OpraHbl ciiyxa (u30erarsb
paboT, CBA3aHHBIX C IIyMOM U T.11.) [2]

9. Ucnonw3oBanue JIHK-auarnoctuku Ha API'l A tuma
JUIS TAIMEHTOB ¢ mIyXoToi B Pecrrybmmke Caxa (SIxyTus)
MOXET OBITh PEKOMEH/I0BAHO AJIS IPOLIEAYp MpeHaTallb-
noro JIHK-tectupoBanus, a Taxxe 1Jist IpoLesyp dKc-
TPaKOPHOPATIBHOTO OIUIOAOTBOPEHHS, 3a HCKITIOUEHHEM
TEXHOJIOTUH PEAAKTHPOBAHHS TCHOMA

Ob6nacte npumeHenus: TPI™ B HacTosiIiee BpeMst SIBISICTCS OTHOM M3 CAMBIX CIIOP-
HBIX, IOCKOJIBKY MOPOKIAET MHOKECTBO MPABOBBIX U 3THYECKUX BOIPOCOB, YTO
00yCIIOBIICHO TEXHUYECKUM HecoBepiieHcTBoM TPI': HepocTaTouHast TOYHOCTH 1
3¢ PEeKTUBHOCTD, MO3aMLIU3M HOIYYCHHBIX IMOPHOHOB U 1p. OTCYyTCTBHE MHOTO-
JICTHUX HaOIIONCHUH 3a mocieacTBusiMu npuMeHeHust TP He mo3Bomsier ¢ yBe-
PEHHOCTBIO CKa3aTh, 4TO MOAU(UKALIKS FTeHOMA HEe PUBEIET B OTCPOUYCHHOU Tep-
CIICKTHUBE K Pa3BUTHIO TCHOMHBIX aHOMAJHMH U HE OTPA3UTCS HENPEICKa3yeMbIM
00pa3oM Ha 310poBbe oToMcTBa [3,5]
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