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HEKOTOPbLIE BUO3TUYECKUE BOINPOCHI
MOJNEKYNAPHO-FEHETUYECKOWU OUATHO-
CTUKU AYTOCOMHO-PELLECCUBHOM
rMyXoTbl 1A TUNA, PACMTPOCTPAHEHHON
B AKYTCKOM nonynsauum

AyTOCOMHO-peLieccmBHas rmyxota 1A Tuna sABnAeTcs OAHUM M3 Hanboree YacTbiX HacneACcTBEHHbIX 3abonesaHnii, BcTpeyatoLwmxea B Pecny-
6nuke Caxa (AkyTus). BoisBneHHble 0COBEHHOCTU CrekTpa 1 4acToTbl NATOreHHbIX BapMaHTOB B reHe GJB2 y NauMeHTOB C BPOXAEHHbIMW Hapy-
LUEHVAMU Cryxa No3BONSOT BHEAPUTL PYTUHHYO [IHK-AnarHocTKy B MeAMLMHCKYIO NpakTuKy. B ctaTbe 06cyxaatoTes HekoTopble 6roatnyeckune
Bonpocskl [JHK-TecTMpoBaHus ayTOCOMHO-peLiecCMBHOM ryxoTbl 1A Tuna.

KntoueBble cnoBa: 61oaTuyeckne npobnemel, ayTocomMHo-peLieccuBHas rmyxota 1A tuna, JHK-gnarHoctuka, Pecnybnuka Caxa (Akytus).

Autosomal recessive deafness type 1A is one of the most frequent hereditary diseases in the Republic Sakha (Yakutia). The revealed features
of the spectrum and frequency of pathogenic variants in the GJB2 gene in patients with congenital hearing impairment allow introducing routine
DNA diagnostics into medical practice. The article discusses some of the bioethical issues of DNA testing of autosomal recessive deafness 1A type.

Keywords: bioethical problems, type 1A autosomal recessive deafness, DNA diagnostics, Republic Sakha (Yakutia).

BBepneHue. BpoxgeHHasa rnyxota —
ofHa u3 Hauboree YacTbiX NaTonorni B
mupe (1 Ha 650-1000 HOBOPOXAEHHbLIX
neteit), npumepHo 50-60% Bcex crnyyaes
KOTOPOW MMEKT HacnencTBEHHble Npu-

YnHbI [14].

Obwasa pacnpoCcTpaHEeHHOCTb  Ha-
CneacTBeHHbIX opM rnyxoTel B Poc-
CUIACKOMN depepaumm cocTaBnsaer

13,0:100000, B HeKOTOpbIX pernoHax 6o-
nee BbICOKasi, Hanpumep, B Pecnybnuke
Yysawma — 32,5:100000, B PoctoBckom
obnactn — 36,6:100000 [4,9]. Mpose-
OEHHble aNnaeMnonornyeckme uccneao-
BaHWSA HapylieHun criyxa B Pecnybnuke
Caxa (Akytns) oTmevatoT OOCTaTOYHO
BbICOKYIO YaCTOTy CEHCOHeBparbHOW Ty-
royxocTtu cpegu getevi o 14 nert, eé pac-
NPOCTPaHEHHOCTb MNpEeBbILAET aHarno-
TMYHBIN nokasaTtenb no LleHTpanbHomy
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denepansHomy okpyry P® B 1,85 pasa.
HacnenctBeHHas aTtuonorvs 3abonesa-
HUA npocnexuBaetca y 43% cpeau yde-
HWKOB B LUKOSE Asi cnabocnbiwallumx u'y
31% — B wkone ansa rmyxux [11].

C 2005 r. B Pecnybrnuke Caxa (Aky-
TMS) NPOBOAUTCS  MOJEKYNSIPHO-TEHE-
TMYeckoe WU3yvyeHwe HacnegcTBEHHOW
HeCVHOPOMarnbHOW  CeHCOHEeBparibHON
rmyxotel [3]. BnepsBble B nonynauuu
SKYTOB  MAEHTUMUUMPOBAHA  MOMEKy-
NAPHO-TeHeTnYeckas npuuMHa Hacneg-
CTBEHHON BPOXAEHHOW (OOPMbI [IyXO-
Tbl. YCTAHOBMEHO, YTO OHa BbI3blBAETCSH
MyTauuen JOHOPHOro canTa CrnsiancmHra
c.—23+1G>A rena GJB2 (Cx26), knac-
cuduLmMpytoLLeincs B COOTBETCTBUU C
MexayHapogHblM  katanorom  OMIM
(Online Mendelian Inheritance in Men)
KaK annenbHbii BapuvaHT ayTOCOMHO-
peueccuBHon rnyxotel 1A Tuna (APl
1A). PacnpoctpaHeHHocTs AP 1A co-
ctaBnser 16,2 Ha 100000 skyTckoro
HaceneHus, a 4acTtoTa reTepo3uroTHoro
HocuTenbCcTBa MyTauun ¢.—23+1G>A Ba-
pbupyet ot 3,8 o 11,7% cpean Kopex-
HOro HacerneHus AKyTUM (3BEHbI, 3BEHKM,
ponraHel, SKyTbl). Pesyneratel uccne-
OOBaHWs MyTauum camnTa ChnrancuHra
reHa GJB2 (Cx26) cBMOeTenbCTBYOT O
CyLLEeCTBOBaHUN Haubonee KpynHoro B
MUPE SHOEMUYHOrO o4vara HakomnMeHus
¢. — 23+1G>A B BoctouHon Cunbupwm [3].

Kakumu 6bl HU GbINKM NPUYKHBI HapYy-
LWEeHNsa cnyxa: BPOXAEHHbIMW, Hacnea-
CTBEHHbIMU UM NPUOBPETEHHBLIMU, TNy~
X0Ta SBMASETCS CouMarnbHO 3HAYUMbIM
3aboneBaHvem. Kak oTmedan Begywiuii
pedektonor J1. Beirotckuii (1983): «Iny-
XOHEMOTa Yy YernoBeKka OKasblBaeTCH He-

n3mepumo 60MblIMM HecyacTbeMm, Mo-
TOMY 4YTO OHa M30MnupyeT 4erioBeka OT
BCSIKOro 0OLLeHnst ¢ nmogbMu. [MyxoHe-
MOTa eCTb HEeAOCTaTOK CouMarnbHbIA MO
npeumyulectey. OHa npsivee, 4em cne-
noTa, HapyLLaeT couunanbHble CBS3U Y-
HocTuy [2]. OBLLEeHMEe rMyxux co crbilwa-
LMW IOABMU MOXET ObITb pasHbIM: OT
notTpebHOCTM B NMOMOLLM Ansi BOCMOSHe-
HWS HeJocTaTka CryxoBow MHgopMaLmm
00 n3beraHnst OKpyxaroLLmx, CBS3aHHOIO
CO CTpaxoM ObITb HEMOHATbIM. MMoaTomy
JOAN C HapYLUEHHbIM CIyXOM HEepeako
npeanoynTaT HaxoouTeCsi B obLie-
CTBE INOAEN C TakMM Xe HapyLleHUeM
[10]. Myxue niogm ncnbITbIBAKOT ropasao
Oonblle MeOUUMHCKMX WM McUXororunye-
Ckux npobrnem, yem cnblwawine. Tak, B
psie uccrnefoBaHWiA MOKa3aHO 3Hauu-
TENbHOE CHWXEHWE Ka4yecTBa XW3HU B
pasnunyHbiX obnactax AeATenbHOCTU B
obuwecTtse [15,16].

MpepocTtaBneHve MeguUMHCKOM Mo-
MoLM Anst ocobow rpynnbl nogen c
HapyLleHnsaMKU cryxa SBNsSeTcs ornpe-
AeneHHon npobnemon Ans Bpaya, Tak
KaK BO3HMKaeT MHOXEeCTBO BOMNPOCOB,
HanpuMep, Kak NpoOBECTU MEAULMHCKYH
KOHCynbTauuio — yCnewHo, npuvHUMas
BO BHMMaHMWe $3bIKOBYK U KYJbTYPHYHO
cneunduky naumeHTa, ero conyTcTBylo-
lwme 3aboneBaHusi, NcuMxocouuanbHble
npobnembl 1 T.4. [19, 20]. B ogHOM wnc-
CNefoBaHWMM cpean PasfnmyHbIX OpraHu-
3auumm 6bino onpowteHo 100 riyxumx. [dan-
Hble BbISIBUNIY HEPABEHCTBO B AOCTYME K
30paBooxpaHeHunio. Hanpumep, rnyxue
YKEHLUUHbI CTankuBanucb ¢ HegocTaTou-
HOW OCBEOOMITEHHOCTbIO MEAMLIMHCKOrO
nepcoHarna o ToM, Kak C HUMu obLaTbCes.



. AKYTCKUM MEOVLIMHCKNN YKYPHAI

O6cnenoBaHne noaTBEPAMIIO, YTO 3TH
npobrnembl UMeT Oonbluoe 3HaYeHune
Onst 6onbLUMHCTBA TMYXUX KEHLUMH, YTO
NPUBOAUT K HEPaABEHCTBY, Korga X cpaB-
HMBAIOT CO CribialymMuy noabmu [21].

Cpeon niogent ¢ HapyLLeHvem crnyxa
pasnuyarT Myxux, crabocnbiallmx,
OfMIOXWMX W MUMMMaHTMpOBaHHbIX. O
rmyxoTe FOBOPSAT, Korga obHapyxuBaeT-
Csl CTOMKOE [BYCTOPOHHee (Ha oba yxa)
3HaYUTENMbHOE MOPaXeHue cryxa, npu
KOTOPOM HEBO3MOXHO pasbop4ymBoe BOC-
npusaTue peyn. Mo BpeMeHn BO3HMKHOBE-
HWUS1 pa3nuyaloT paHHIoK (B BO3pacTe Ao
3 neT) 1 no3aHio (MOSBMBLLYOCS nocre
TOro, Kak cpopmmpoBanacbh peyb) rmyxo-
Ty. [NyxoTa, BpoxaeHHas unun npuobpe-
TeHHas, nuwaeTt pebeHka BO3MOXHOCTU
0e3 cneumanbHOro oby4eHus oBrageTb
peybto. Ecnun xxe peyb yxe Hadana dop-
MUpOBaTbCHA, TO paHHAS [ryxoTa npu-
BOOUT K ee pacnagy. OgHako cnepyet
3HaTb, YTO ANS TakUX Unu apyrux cryya-
€B HapyLLEeHUs crnyxa UcnonbL30BaTh Tep-
MWH «FryXoHemMon» HeaTu4Ho [10].

Ornoxwwne  (nosgHoornoxwue)  —
noan, notepsiBLUME CryX, HO COXPaHUB-
wue peyb. CTeneHb COXPaHHOCTU KX
peun 3aBMCUT OT BPEMEHU HACTYMMeHns
rMyXoTbl U YCrOBUI ee pa3sutus. [etw,
ornoxwue B Bo3pacte oT 3 4o 5 neT n He
nonyYmBLUME CreunanbHON NOMOLN, KO
BPEMEHN MOCTYNMEHUS B LUKOMY 4alie
BCEro CcoxpaHsAlT Hebonblon 3anac
CnoB, KOTOpble 0ObIYHO MPOU3HOCAT MUC-
KakeHHo. lMpu Gonee no3gHEM BO3HWUK-
HOBEHWUW FMYXOTbl AETU NMOYTU MOMHOCTbLIO
COXpaHsAT peyeBol 3anac (0cobGeHHO
OeTW, yxXe oBnagesLUne NMUCbMOM U YTe-
Huem). lMpu crneumansHOM negarornye-
CKOM BO3[ENCTBUMN pevb MOXET coxpa-
HUTBLCS MOMHOCTLIO U Npu Gonee paHHeln
notepe cnyxa [5].

MmMnnaHTupoBaHHble OeTM U B3poc-
nble — 3TO nOaM, NepeHeclune ornepa-
LUMI0 MO KOXMeapHoW uMnnaHtauum (ot
nat. cochlea — ynuTtka), T.e. onepawuio
MO BXMBIEHUIO SMEKTPOAHbIX CUCTEM BO
BHYTPEHHEE YXO, B YNUTKY, C Nocrneanyto-
e 3neKTpU4ecKkon CTUMynsumMen cny-
XOBOr0O HepBa, YTO MO3BONSIET NOChINaTh
B MO3r CUrHasnbl, BbI3blBalOLUME CITyXO-
Bble oLyLeHus [5].

B naHHOM ny6nvkaumm Mbl cTaBuM Le-
nb 06CyaNTb OCHOBHbIE BMO3TUYECKME
Bonpocbl [OHK-guarHoctukn aytocom-
HO-peLeccuBHOM rmyxoTbl 1A Tuna gns
pa3paboTkn BMOITUYECKMX Npasun npu-
MeHeHus pyTuHHoro OHK-TectupoBaHus
APl 1A B MeauvUMHCKOM npakTuke. buo-
aTu4eckmMe npasuna, paspaboTaHHble C
YYETOM pernoHanbHbIX OCOOEHHOCTEN,
npuMeHstloTCa Ans Havbonee pacnpo-
CTPaHEHHbIX MOHOTEeHHbIX 3aboneBaHui
B AKyTun, TakMx Kak cnvHouepebennsp-

Has aTakcust | TMna M MUOTOHMYeckast
anctpodoums.

MaTtepuanbl u MeToAbl UccrnepoBa-
HuA. Mbl paccmatpuanu rpynny 6onb-
HblX C Haubornee pacnpocTpaHeHHoM
dopMOV rMyxoTbl, Tak Ha3blBaeMOn He-
CYHAPOMAIbHON ayTOCOMHO-PELLeCCUB-
Hou rnyxoTon 1A Tuna. Bein nposegeH
KIUHWKO-TeHeanorMyeckuin aHanua ans
BbISIBNIEHUs1 (DOPM TYroyxocTu, COOTBET-
CTBYIOLLEN KMMHMYeckon KapTuHe AP
1A Tuna. lNMpu aHKeTMpoBaHUM Mbl NPO-
aHanusMpoBanu OTBETbl ChbIWaLLnX pe-
CMOHAEHTOB, Y KOTOPbIX ECTb AETU C NOA-
TBEPXKOEHHOW rEHEeTUYECKON 3TUOMNOTnen
noTepy cryxa, BbI3BaHHOW MyTaLUsSMU
reHa GJB2. PecnoHOeHTbl, He SBNSAOLLN-
ecsi GuonormyeckumMm poamTensMm nmoo
NPUXOAMBLUMECS POACTBEHHUKAMU OTAa-
NeHHon cTeneHun poacTea (6abylwiku, ae-
OYLIKW, ASON U TETU), He Oblny BKITHOYEHbI
B vccnegoBaHue. B uccnenyemyto rpyn-
ny 6bin BkroveH 91 cnbiwallmin poau-
Tenb 70 rmyxux HEPOACTBEHHbLIX MexXay
cobon geten, yooBneTBOPSOLLNX OCHOB-
HbIM  KIMUHUYECKUM KPUTEPUSIM  HECUH-
OpoMarnbHOM  ayTOCOMHO-PELECCUBHOMN
CeHCOHeBparnbHoM notepu cryxa. Bce
70 rmyxux NauMeHTOB MMeNnu MyTauum B
reHe GJB2 (B roMO3UroTHOM WM KOMMa-
YHO-reTepo3nroTHOM COCTOsIHUM) [6,7].

KnuHuyeckoe obcriedogaHue nayueH-
moe. KnuHnyeckoe obcrnegoBaHue 0ornb-
HbIX ObINIO OCYLLECTBIIEHO B YCMOBUAX
3KcneaMUMOHHOrTO Bble3ga Opuraabl Bpa-
Yyel cneunanu3MpoBaHHbIX OTAENEeHUN
B LUKONbI-UHTEPHATLI. B xoge meanumH-
CKOTO OCMOTpa Ha Kaxaoro yyacTHuKa
nccrnegoBaHusl  cneumanuctamu  Gbina
3anonHeHa wHauBMAyanbHas dopma-
nn3oBaHHas kapTa obcnenoBaHus, CO-
Aepxaiwias KoAoBbIi HOMep, BO3pacT
Ha MOMEHT wuccregoBaHnss K 3abopa
Ovonornyeckoro martepuana, AaHHble
06 STHWYECKOW MPUHAANEXHOCTU, Ha-
CNEACTBEHHbIN aHaMHe3, pe3ynbraThl
hu3uKanbHbIX, TabopaTopHbIX U UHCTPY-
MeHTanbHbIX METOAOB WCCreaoBaHus,
3aKkMioYeHne 1 pekomeHZaumu cneum-
anucToB. Y BCEX Y4aCTHMKOB UCcrnenoBa-
HMsa BbIn ocyLecTBrieH 3a6op BEHO3HOM
KPOBW M3 FIOKTEBOW BeHbl AN Bblaene-
Hust obpasuoe OHK. Bce nccnegosaHus
BbIMOMHANUCL NPU MUCBMEHHOM MHAOP-
MWUPOBaHHOM cCOrnacum poauTenen Ha
obcnepoBaHue. Pabota ogoGpeHa no-
KanbHbIM KOMWUTETOM MO OuoMeanuMH-
ckow atuke npu PreY «AHL KMIM» CO
PAMH, r. Akytck, npotokon Ne16 ot 16
anpens 2009 r.

MonekynspHo-eeHemu4eckoe uc-
crnedosaHue. [nsi  MOMeKynspHoO-re-
HETUYECKOro UccrnefoBaHusa Obinn unc-
nonb3oBaHbl 06pa3ubl reHomHow [HK,
3KCTparMpoBaHHble K13 nuMdoumnToB
nepudepnyeckon Kposu. Amnnndguka-

uma OHK npoBogmnacb ¢ NOMOLLbO MO-
nuvepasHon uenHon peakuun (MUP) c
MCMNonb30BaHMEM MoCnefoBaTernbHOCTeN
ONUIOHYKNeoTUaHbIX npavimepos  [13].
Onpepenexve NepBUYHOM HYKNEOTUAHOWM
nocnenoBaTenbLHOCTY NEPBOrO U BTOPOTO
9K30HOB reHa GJB2 B uccnegyembix Bbl-
Bopkax OCyLLEeCTBMANM C NOMOLLbIO aBTO-
MaTWU4eCKOro CEKBEHMPOBAHUSI.

Pesynbratbl 1 ob6cyxpaeHue. [Ons
BbISICHEHUSI MPUYMH [MyXOTbl / Tyroy-
xoctTn B oTtdaroweHHon API 1A cembe
Ha TEHETMYECKYl0 KOHCYnbTauut MoryT
06paTUTbCst NauMeHTbl C PasHbIM FEeHO-
PEeHOTMNNYECKNUM CTaTyCOM: WHAMBWAbI
C HOpMarnbHbIM reHoTunom 6e3 HapyLue-
HUA cnyxa ([wt];[wt]), reTeposuroTHble
HOCWUTENMN C «HOPMamnbHbLIM CITyXOM»
(c.[-23+1G>A];[wt]), romMOo3uroTbl Mo My-
Tauum C TSHKENMOWM CTENeHbI TYroyxocTu
(c.[-23+1G>A]; c.[-23+1G>A] [6]. CoorT-
BETCTBEHHO MOAXOAbl K FEHETUYECKOMY
KOHCYNbBTMPOBAHUIO U MOMYYEHUIO WH-
dopmmpoBaHHoro cornacua Ha [OHK-
TECTMPOBaHME AaHHbIX rpynn nauneHToB
Takke JOMKHbI OblTb PasHbIMU.

Yawe Bcero npu reHeTM4yeckoMm Te-
CTUPOBaHUM MOTYT BO3HUKHYTb MPOTK-
BOpeYMa Mexgdy uYrneHamy cembu n3-3a
HEBEpPHbIX NPEeACTaBMEHUA O 3aKOoHaXx
HacnencTBeHHocTW. Cnbiwalume poau-
Tenu cunTaroT cebs 300pOoBbLIMY NIOABMMU,
a nosiBreHve B cembe pebeHka ¢ Hapy-
LeHneM cnyxa — CryYanHocTbio. Tak,
HanpvMep, NPOBEAEHHbIN paHee aHanus
MHEHUS poauTenemn 0 BO3MOXHbIX NpU4m-
Hax noTepwu cnyxa y nx pebeHka nokasan,
4YTO GOMBLUMHCTBO CribILIALLNX PECMOH-
AeHToB B AkyTun (86,1%), Teise (73,8%)
n BawkopToctaHe (76,2%) He cuuTaert
noTepto cnyxa y pebeHka HacrneacTBeH-
HoW, a oBycnoBneHHON hakTopamu cpe-
Obl UMK 3Xe HEU3BECTHOW NPUYMHON. DTO
CBOEro pofa MCMX03MOLMOHanbHasa 3a-
LnUTa OT «HEeXenaHus OblTb BMHOBHbLIM
B rnyxoTe pebeHka» [1]. Mpu nonyyeHun
MHGOPMUPOBAHHOIO COrMacus oT CrbiLla-
wux pogutenen ana QHK-tectuposaHus
API" 1A MOXHO OOBSICHUTB, YTO pebeHoK
HacnepyeT MOBPEXOEHHbIN MeH OT Kax-
[0ro poauTens v, BO3MOXHO, HEKOTOPbIE
poaMTeNn yBUAAT B 3TOM paBHOMEPHOE
pacnpefeneHne oTBETCTBEHHOCTU 3a 6o-
ne3Hb. OTArOWEHHbIN CEMENHbIN aHaM-
He3 (Hanuyue rMnyxux POACTBEHHWKOB B
CeMbe) B 3Ha4MTENbHOWM Mepe obrneryaert
KOHCYNbTMPOBaHUE U MNoryyYeHue corna-
cua Ha [JHK-TectupoBaHme, NOCKOMbKY
nawuneHTbl NCUXONOrMYeCKN roToBbl Npu-
HSTb HACINEACTBEHHYK OTSrOLEHHOCTb
B cembe. [aHHbIn hbakT nogTBepanncs
HaWVMK WUCCNEefoBaHMAMMW, OKa3arnoch,
YTO MpU OTCYTCTBUU FNYXUX POLACTBEH-
HWKOB POAMTENU [OCTOBEPHO Yalle OT-
pyLanu HacrneacTBEHHbIN xapakTep no-
Tepu cnyxa y ux pebeHka (p<0,05), a B



CeMbsiX, I4e Mmenacb HacrneacTBeHHas
OTSAITOLLEHHOCTb, [OCTOBEPHbIX OTINYMNA
He 6bIno BbiBNEHO [17].

OHK-tectnposanHne APIT 1A moxet
BbISIBUTb y Crblllallero nauueHTa re-
TEPO3UrOTHOE HOCUTENbCTBO  MyTauuu
reHa GJB2 (c.[-23+1G>A];[wt]). Uccne-
poBaHusamu ®. TeptotuHa (2016) Gbino
YCTaHOBMEHO, YTO rETEPO3UTrOTHOE HO-
cutenbctBo myTtaumm AP 1A accouuu-
pyeTcs C BO3PaCTHbIMW HapyLUEeHUSMU
cnyxa (npecbuaky3amcom) C YCrOBHOMN
rpaHuuen MmaHudectaumm B BO3pac-
Te ~40 net [6]. CooblweHne pesynbra-
Ta AHK-TectupoBaHus o pucke AP 1A
MOXET HECTU 3HAYUTENbHYK MOparbHO-
NCUXONOrMYECKYH Harpysky Ans Yyenose-
ka. Bo-nepBbiX, TeCTUpyeMbI y3HAET O
puYCKe POXAEHWS TYroyxoro/rmyxoro pe-
6eHka B cembe. B aTtom cnyyae npu Bbi-
ABMEHUN Yy WHAMBMAA ETEPO3UTOTHOIO
HocutenbcTBa APl 1A Heobxoammo pe-
KOMeH0BaTb My MPOCMEKTUBHOE MeAN-
KO-TEHETUYECKOE KOHCYNBTUPOBAHME UMNn
NPEeKOHLUENUUOHHY npodunaktuky. Bo-
BTOpPbIX, FETEPO3UTOTHOMY HOCUTENIO He-
o6xogumo npefocTaBuTb MHOpMaLmio
0 [OCTaTO4YHO BbICOKOM PUCKE CHIDKEHMWS
crnyxa B noxunom Bospacte. KoHcTaTta-
LMt JaHHOTO baKkTa MOXET AOMOMNHATLCA
pekomMeHAauMsMn No BeLAEHWI0 COOTBET-
CTBYylOLLEro obpasa Xu3Hu n paboThbl, KO-
TOpble Obl yMeHbLUANW Harpy3Kky Ha opra-
Hbl crnyxa (M3beratb paboT, CBA3aHHbIX C
LWyMOM U T.4.).

[OHK-TecTvpoBaHue Tyroyxux/rmyxmx
nofen ConpsiKeEHO CO MHOXECTBOM Op-
raHU3auMOHHbBIX U 3TUYECKUX Mpobnem.
B ofweHun ¢ rmyxumu niogbmy Heob-
X0OAMMO UMETb B BUAY, YTO OHU — YreHbl
coumanbHo 060cobneHHoro coobLlecTea
«MMpa ryXux» co CBOMMMU SI3bIKOM, KyIb-
Typou v npuBblukamu [18]. PacTeT konu-
YeCTBO accopTaTMBHbIX OpakoB cpeau
rIyXUX, WHOrda cynpyrm MoryT W3bsiB-
NSATb KenaHve MMeTb rnyxoro pebeHka,
HECMOTpS Ha HecnpaBea IMBOCTb TaKoro
peLleHns Mo OTHOLLEHMIO K peBeHKy.

B nobom cny4yae, cpaBHuBas cebs co
cnbiwawummn niogeMu, Gonblias 4actb
ryxux nogen cuutaet cebs yuwepOHbl-
MU U coumanbHo obaeneHHbiMn [20].
Mpumenenne [OHK-TectupoBanuns ans
obHapyXeHus MyTauui, OTBETCTBEHHbIX
3a pa3BUTUE IMNYXOTbl, MOXET 3aKno4aTb
B cebe onacHOCTb NCUXOMOrMYeCcKoro Ha-
NPSDKEHNST U yCyrybneHns 4yBCTBa He-
MOMHOLEHHOCTM Y nnYHOCTU. [loaTomy
Heobxooumo co3faTb ocobble ycrnoBus
ONst  KOHCYNBTUPOBAHMS M MOMNyYeHus
MHGOPMMPOBAHHOIO COrnacus y rmyxumx.
WHdopmmposaHHoe cornacue Ha [HK-
TectupoBaHne APl 1A pomkHo ObiTb
0hOpPMIEHO B MMCbMEHHOM BUAE U ObITb
MaKCVMMarnbHO AOCTYMHbIM AN NOHMMa-
Husa. Cnegyet nsberartb CrOXHbIX FreHeTU-

YeCKUX TEPMUHOB M MCMOMb30BaTb Npo-
CTble CrioBa 1 npeanoxeHuns. BoamoxHo,
npaBuIbHbIM pelleHrem 6bino 6bl uc-
KIOYEHNE CroBa «MyTauusiy B TEKCTe
MHdopmupoBaHHoro cornacusa gns AHK-
TECTMpOBaHUA, YTOObl TECTUPYEMbIV He
peLumn ans cebs, YTO OH «MyTaHT» B AO-
NOTHEHWE K TOMY, YTO OH FITyXOW.

Mpn ycTtHOM 0OWeHnn ¢ rmyxum na-
LUMEHTOM HeobxoaMMO  UCMonb3oBaThb
npsiMOM MOPSAOK CrOB, M3naratb TeMy
nocrnenoBaTtenbHO, MO MyHKTaMm, ecnu
obLeHVe naeT vepes nepesogymka, TO
obpawlatbcsi Hago HenocpPeacTBEHHO K
cobecefiHUKyY, a He K NepeBOAYNKY.

OHK-TectnpoBaHue geten go 14 net
Ha HocuTenbcTBO APl 1A gOMmKHO ocy-
WEeCTBNATLCS NpY MHADOPMUPOBAHHOM
cornacum pogutenei nnm onekyHoB, nNpu
3TOM OYE€Hb BaXXHO JOCTYMHO U AeTanbHO
MHOPMMPOBAaTL pOAUTENEN O TeHeTu-
YeckoMm cTaTyce Mx pebeHka M okasaTb
afeKBaTHYK  MCUXOMNOrMYecKyo  nog-
OEPXKY MpU COOBLLUEeHUM pe3ynbTaToB
OHK-TectnposaHus.

3akntouyeHne. OOGHapyxeHue Ueno-
ro crnekTpa MyTauuii, ABMSOLUXCS Npu-
YMHAMW HacneacTBEHHOM Tyroyxoctu /
rNyXoTbl Y YeroBeka, CIy4urnocb OTHO-
CUTEMNbHO HEAaBHO, Pe3ynbTaThbl AaHHbIX
MCCreaoBaHUi  ele He WHTepnpeTu-
poBaHbl OOLLECTBEHHLIM CO3HaHWEM, a
MOINEKYNSIPHO-TeHeTNYecKasi UarHocTu-
Ka HapyLUeHWi crnyxa He MNpuUMeEHsieTcs
LUMPOKO B MeauuMHCKon npakTtuke [13].
B 2014 r. Bnepsble 6bin paspabotaH an-
roput™ OHK-gnarHoctukm API1A y na-
LUNEHTOB C BPOXAEHHBIMU HAaPYLLUEHUAMN
cnyxa B Pecnybnuke Caxa (Akytusi) [8].
Crano BO3MOXHbIM npennoxuTte OHK-
TECTMpPOBaHWE ayTOCOMHO-PELECCUBHOMN
rmyxotbl 1A TuUna Ana npakTuyeckom
MeauUMHblI B KayecTBe PYTMHHOIO aHa-
nuM3a Anst NOCTaHOBKW AuarHosa, Avd-
depeHUManbLHON ANarHoOCTUKK, BbisiBre-
HWS reTePO3NrOTHOrO HOCUTENbLCTBA, a B
OyaoyLiem, BO3MOXHO — AN CKPUHWUHra
nonynauun. OcHoBHasi 3agada [HK-
TECTMPOBaHMUSA 3aKM4aETCHA He TOSMbKO B
BbISSBMEHNW MyTaLun, HO 1 B anddepeH-
LUMPOBaHHbIX NOAXOA4AX K rEeHETUYECKOMY
KOHCYIbTMPOBAHUIO MaLMEHTOB, B 3aBU-
CUMOCTU OT MX ocobeHHocTeln: obpa3oBa-
TeNbHOW, KyNbTYPHOW, BO3PacTHOW U Ap.
PaspaboTka aTnyecknx pekoMmeHgauni n
npaBuI NPUMEHEHWUSI TEHETUYECKNX TeX-
HOMNOMMN B MEANLNHCKON NpaKTuKe ABMs-
eTcsi Hanbornee NPUOPUTETHON B COBpe-
MEHHOW MEAMLMHCKOW reHeTuke, Tak Kak
0o0LleCcTBEHHOE CO3HaHMe 3a4acTyl He
yCrneBaeT 3a YCKOPSLWUMUCS reHeTnYe-
ckumMu TexHonornamu. Heobxogmumoe no-
BblLLEHWE YPOBHEN 3TUYECKON pernameH-
Tauum faet obuecTBy rapaHTum 6esonac-
HOCTU JOCTUXEHUA COBPEMEHHOW HayKU.
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T.M. TantnpraHosa, A.B. Toboxos, A.[l. Makapos, 3.A. Akosnesa
XENTYHOKAMEHHAA BOJIE3Hb

KAK MPUYUHA OCTPOI'O BUITUAPHOTIO

NMAHKPEATUTA

M3yueH yaenbHbI BeC BunrapHoro naHkpeatuta B CTPYKType BonbHbIX C )envyHokameHHol 6onesHbio (XKKB). Mo pesynbratam npoBeAeHHbIX
uccrnenoBaHWin fokazaHa NpyYMHa BO3HWMKHOBEHMS BunuapHoro naHkpeatuta — XXKB v ero guarHoctudeckue npusHakv B Bugae 6bicTpo Hapac-
TarLLen rmnepbunmpybuHemmmn 1 nosbiweHus yposHs AJT co cTaxxem Gonee 20 ner.

KntoyeBble cnoBa: xen4yHokameHHasi 6onesHb, GunuapHbIi NaHKpeaTuT, nanapockonuyeckas XoneuncTaKTOMUS, OKTPEOTUA,.

We studied the specific weight of biliary pancreatitis in the structure of patients with cholelithiasis. Based on the results of the studies, the cause
of the occurrence of biliary pancreatitis — cholelithiasis and its diagnostic signs in the form of rapidly increasing hyperbilirubinemia and an increase
in the level of ALT with a history for more than 20 years is proved.

Keywords: cholelithiasis, biliary pancreatitis, laparoscopic cholecystectomy, octreotide.

BBepneHue. Bo Bcem mupe 3a nocnea-
Hne 30 net HabniogaeTca yBenuyeHve
3a60neBaemMoCcT OCTPbIM U XPOHUYe-
ckum naHkpeaTtutoM (XI) Gonee yem B
2 pasa. B Poccum oTmeyeH Gonee uH-
TEHCUBHbIA pocT 3aboneaemoctn XI1.
Tak, pacnpocTpaHeHHOCTb 3aboneBaHui
nogxenynoyHon xenesbl (MX) cpeau
B3pocnbIx 3a nocnegHune 10 net ysenu-
yunacb B 3 pasa, a cpean nogpocTKOB
— Gonee yem B 4 pasa [4]. bunuapHas
naronorus — Hanbornee yacTtasi npuynHa
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pasBUTUSE OCTPOro U 060CTPEHNS XPOHU-
yeckoro naHkpeatuta. OgHON M3 NPUYKH
dopMupoBaHusi GunuapHoro (Gununap-
Ho3aBucuMoro) naHkpeatuTa (bIM) asns-
eTcsa XenyHokameHHas 6onesHb (PKKB).
YacToTa BbISBMEHMA MNaHkpeatuta vy
6onbHbix XKKB, no pasHbiM OLEeHKaMm,
coctasnset 25-90% u 6onee [1,3]. Exe-
rogHO B MYpe BbIMOMHAT 6onee 1 MnH.
onepaTtuBHbIX BMeLLATeNbCTB MO NOBOAY
XKKB, a xoneuncTaktoMuns siBNsSieTcs ca-
MOW YacTor abgomMuHanbHOW onepauu-
en B obLuexupyprmudeckon npaktuke. o
OaHHbIM Pa3fIMYHbIX aBTOPOB, YacToTa
BO3HVKHOBEHUS1 BUNMapHoro naHkpeartu-
Ta nocne onepauui Ha opraHax OproLu-
Hon nonoctu gocturaet 20-25%, a no-
Crne BMELLATENbCTB Ha KEMYHbIX MyTSX
— 30-55% [2, 5]. Mo OTYETHBIM AaHHbIM
PecnybnukaHckon 6onbHuUubl Ne2-LleH-

Tpa 3KCTPEHHOW MEAWLMHCKOW MomoLun
r. AIKyTCKa, )KenyHokameHHas 6onesHb 3a
2014 r. coctaBuna 5,8% (118 6onbHbIX)
13 BCEX XMPYPruyeckux natonorun. Mpo-
Onema npodunakTMkM nocneonepawm-
OHHOrO NaHKpeaTuTa OCTaeTcsi BecbMa
akTyarnbHow [6 ].

MaTtepuan u metogbl uUccregoBa-
HUA. AHanuay nogBeprHyTel WUCTOPUM
6onesHen 20 nayneHToB, NOCTYMUBLLUUX
B Xxupyprudeckoe otgeneHve PB Ne2-
LISMI r. AxkyTcka B 3UMHMI nepuop C
Hos6ps no aekabpb 2014 r. no nosoagy
OCTPOrO KarbKynesHoro xorneuucrura, B
HEKOTOpbIX Clly4asix OCIOXXHUBLLErocs
OunuapHblM naHkpeatutom. B BospacTe
0o 35 net 6bino 4 (25%) 6onbHbIX, 0O
50 net — 8 (37,5%), ctapwe 50 net — 6
(37,5%) 6onbHbIX. CpegHuii Bo3pacT na-
umMeHToB cocTtaBun 45,5 ner.



