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CEMEMWHASA MIMNEPXONECTEPUHEMUSA
C MOJNIEKYNAPHO-TrEHETUYECKUM

NOATBEPXOEHUEM

B PECNYBJIIUKE CAXA (AKYTUA)

B cratbe npeacTaBneHbl NepBbie KNMHUYECKMe criydaun ¢ pesynstatamy MONeKynsapHO-reHeTUYeCKoro NoATBePXKAEHUS MyTaLmn reHa peuenTo-
pa NMNONpPOTENHOB HW3KOW NMOTHOCTU Y NaumeHToB nunuaHoro kabuHeta MAY PC(A) «PKB Ne3» (r. fkyTck) ¢ AnarHo3om «BeposiTHasi» cemeinHas

rmnepxonecrepnHemMmusa.

KntoueBble cnoBa: cemeinHas runepxonectepuHeMusi, MMNONPOTENHbI HU3KOW NNOTHOCTU, NUNMAOorpamMmma, reHeTmyeckast MyTauua, CTaThHbI,

KackagHblN CKPUHWHT.

The article presents first clinical cases with results of the molecular genetic confirmation of low-density lipoprotein receptor gene mutation in
patients of the Lipid Cabinet of SAl RS(Ya) "Republican Clinical Hospital No.3" with the diagnosis of "probable" familial hypercholesterolemia.
Keywords: familial hypercholesterolemia, low-density lipoproteins (LDL), lipidogram, genetic
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BBepeHune. CemenHasi runepxone-
ctepuHemua (CIXC) xapaktepusyeTcs
MOBbILLIEHWEM YPOBHS XOrecTtepuHa nuv-
nonpoTenHoB HuM3kon nnoTHoctn (XC
JINHM) n aBnsieTca camor pacnpocTpa-
HEHHOWN reHETUYECKON MPUYMHOWN paHHe-
ro pa3BuTUSA MHapKTa M1uokapaa u cre-
Hokapaun. OTo 3aboneBaHne obycros-
NIEHO NaToreHHbIMM MyTauusMu, valle
B reHe peuentopa JIMHM (LDLR), pexe
6enkoB APOB n PCSK9. CI'XC 3Hauu-
TENbHO MOBBLILIAET PUCK pasBUTUSA Ccep-
[eYHo-cocyamMcThbiX 3aboneBaHnin atepo-
CKIIEPOTMYECKOrO reHesa, KImHudeckas
MaHudecTaumsa KOTOpbIX MPOUCXOAUT
B MOMogoM BoO3pacTe, W NpUBOAUT K
20-KpaTHOMY yBEMNUYEHUIO BEPOSTHOCTYU
cepAeYHo-cocyancTon cMepTHocTu [1,6].

OT noTeHuwanbHO nNpPedoTBPaATUMbIX
cepaeYHbIX NPUCTYMNOB EXErogHo B MUpe
norndatot okorno 200 Teic. 6onbHbIX [7,8],
a CBOEBPEMEHHO Hayatasi runonunuae-
Mu4eckas Tepanus 3HavuTenbHO Mnpoa-
NEeBaEeT XU3Hb Takux naumeHTos [1,8,9].
CornacHo pesynsratam nocCregHux
NCCrefoBaHUN, YacToTa BCTPEYaeMoCTu
reTepo3nroTHON CEMEWNHOW runepxorne-
CTEPVHEMMM B €BPOMENCKMX CTpaHax
cocTaBngeT B cpeaHeM 1 cnydan Ha 500
yen. [8], a N0 HEKOTOPbLIM JAHHBIM, MOXET
pocturath 1 cny4das Ha 200-250 yen., T.e.
oT 14 po 34 mnH cnyyaeB B mupe [8,9].
MpeanonoXxuTenbHO KONMMYECTBO NUL, C
reTepo3uroTHo opMon CeMerHOn ru-
nepxonectepuHemun B Poccumn Gonee 1
MIH, 1 nogaensiouliee 60MbLWMHCTBO U3



. AKYTCKU MEONLIMHCKNW KYPHAT

HMUX B HacTosiLLee BPEMSI HE BbISIBEHO
[2,3]. BT0 cBA3aHO C¢ Tem, 4TO B Poccum
OmnarHo3 cemenHasi runepxonecrepuHe-
MUSI CTaBUTCSt OMEHb PeaKO, OTCYTCTBYET
eauHas cuctema ydeta aTux OonbHbIX, B
CBSI3U C YEM WCTUHHAs pacrnpocTpaHeH-
HOCTb 3aborneBaHus OO0 CMX Mop OcCTa-
eTca HeusectHon [1,5,6]. Mo gaHHbIM
nccnepoBaHus OCCE-P® [4,6], koTopoe
nposogunock B 13 pervoHax P®, pac-
NMPOCTPaHEHHOCTb  «OMPeAeneHHon» 1
«BEPOSATHOM» CEMENHOWN runepxonecre-
pYHEMWM N3yYeHa TOMNbKO B 3 pervoHax:
B KemepoBcko n TtoMeHCkMx obnacTsax
coctasnset 1 Ha 108 yen., a B Mpumop-
CKOM Kpae pacnpoCTPaHEHHOCTb CeMe-
HOW runepxonectepmHeMmmn coctasumna 1
Ha 172 yen. B octanbHbix 10 pernoHax
B uccnegosaHve sownun 16360 yen., ua
Hux y 10% obcnenoBaHHbIX TpebyeTcs
JanbHenwas Bepudurkaums cemMenHon
runepxonectepmHemumn [2]. Mo pe3ynb-
TataMm 3-neTHen pabotbl Poccuiicko-
ro pernctpa PEHECCAHC, B peructp
BKMtoveH 1691 naumeHT u3 17 pernoHoB
Poccun ¢ gnarHozamu «onpegeneHHas»
N «BeposiTHas» ceMenHas runepxore-
crepuHemus [2,3,5].

Bo Bcem mupe Bompoc paHHen gua-
FHOCTUKN CEMENHOW rmnepxornecTepuHe-
MWW akTyaneH Kak Hukorga. HaunoHanb-
Hasi cucTema 3gpaBooxpaHeHusi Benuko-
OpuTaHMM B CBOEM JONTOCPOYHOM MnaHe
(National Health System long-term plan)
B 2019 r. 3agBuna o Tom, 4to K 2023 .
OyneTt HavaTo neyeHne 25% OT MPOrHo-
31MPYEMOrO YMCa BbISIBIEHHBLIX NaLMeH-
TOB C CEMENHOWN rMnepxonecTepmHeMmnen
[7,10]. 310 Gymer obecneveHo npose-
OEHNEM TEHETMYECKOro TeCTUPOBaHWUS
WHOEKCHbIX MauUMEeHTOB C AMarHo3om
cemelHas rmnepxonecTepuHemMmnst u Ka-
CKagHbIM CKPVHWHIOM POACTBEHHUKOB
[7].

KackagHbI CKPUHWHT MMEET KINHU-
YECKYI0 W SKOHOMMYECKYI LIEHHOCTb,
Tak kak obecrneymBaeT BbISBIEHUE tO-
Jen, cTpajarolmx cemMernHon rmnepxo-
necrtepuHemMven, B MOMNOAOM Bo3pacTte
- 0o pebiTa cepaeyHo-cocyaucTon Ka-
TacTpobl aTEPOCKNEPOTUYECKOTO reHe-
3a. PaHHsAst guarHoctuka npegocrasnsieT
nauneHTy BbIOOP COOTBETCTBYHOLLENO 06-
pasa XWU3HW 1 BO3MOXHOCTb HaszHa4YeHUsi
NUNUACHWXKAIOWEN Tepanuu, 4YTOo JaeT
LIAHC Ha CHWXEHWe pucka npexaespe-
MEHHOW nwemMuyeckorn bonesHu cepaua,
WHCYNbTa M BO3MOXHOW MHBanvMausauum
B OyayLuem.

Vcxons us Bbilecka3aHHOro, BbisiBrie-
Hue naumeHToB ¢ CIMXC B KnNMHMYECKoMn
NpakTuKe - BaXKHas 3afadva NepBUYHON 1
BTOPUYHOW NPOOMNaKTUKMN Cepae"HO-Co-
cyaoucTbix cobbiTuii [4].

MaTepuanbl n metoabl. B nunugHom

kabuHeTe LleHTpa npeguKTUBHOW Meau-
UMHbl M GuouHdopmatukn FAY PC(A)
«PecnybrnukaHckas knumHuyeckas 6onb-
Huua Ne3» (r. Akytck) 3a 2021 n 2022 rr.
Hamu obcrnepgosaHo 535 naumeHToB, U3
HUx 355 xeHwuH n 180 myxumH. Cpea-
HWIM BO3PacCT >KeHLUMH cocTasun 63 roga,
MY>XUYUH — 67 neT. Y 42 nauyneHTtoB 13 535
obcnenoBaHHbIX Ny, Bbin AnarHoCTUpo-
BaHHbIA paHHWUIA MHAapKT muokapaa (8o
50 neT MyX4nHbl 1 4O 55 NeT XeHLLUMHbI).
KnuHuyeckoe obcrnegoBaHue BKOYano:
OLEHKy Mokasatenem nunuaorpaMmmbl,
IMHOKO3bl KPOBU, FOPMOHOB LLMTOBUAHOM
xenesbl, IKI; Npu HanMuMnu: XonTepoB-
ckoe MoHuTopupoBaHune JKI, axokapam-
orpadmio, ynbTpasByKOBOE WCCrefoBa-
Hue GpaxwuouedarnbHbIX apTepun u co-
CYLOB HWXHWUX KOHEYHOCTEWN, KOpOHapo-
rpacouio. BonbLIMHCTBO 06CNenoBaHHbIX
ObINM SAKYTCKON HALMOHANbLHOCTU U OTHO-
CUITUCb K MOMMKIIMHUYECKOMY OTAENEHMIO
FAY PC(A) «PKBNe3». bbino otobpaHo 9
nawumeHToB, cornacHo lonnaHackum gua-
rHOCTUYECKMM KpUTEPUSIM, C OUArHO30M
«BEpOSATHAs» W «onpefeneHHas» Ha-
CnedcTBeHHasi CeMmelnHas runepxone-
CTEPUHEMMS, KOTOPbIM BbINO NpoBedeHO
npsiMoe aBTOMaTU4yeckoe CEKBEHUpOBa-
HMEe NPoMOTopa W 3K30HOB reHa LDLR
Ha MeToauKo-NpubopHon Gase cekTopa
N3y4eHUs MOHOreHHbIX (POpM pacnpo-
CTpaHeHHbIX 3aboneBaHuii Yenoseka VH-
cTuTyTa umtonorun u reHetmkn CO PAH
(HoBocnbupck). Mo pesynsratam mone-
KyNsIPHO-TEHETMYECKOro  UCCrneaoBaHus
Yy 2 NauMeHTOB BbISIBMEHbI MATOrEHHbIE
MyTauumn B reHe LDLR B reTepo3uroTHom
dopme.

Pesynbratbl. [penctaBneHsl  ABa
crnyyasi CemMeWHOW runepxonectepuHe-
MUN.

MauyueHrm 1. XXeHwuHa C., 68 ner,
obpatnnack B unone 2021 r. Ha npuem
B NUNMAHBLIA KabWHET MO MoBoAYy BbICO-
KOro xonecTtepuHa Kposu. VI3 aHamHe3a
n3BecTHo, 4to cTpagaer VIBC B Teue-
HWe AnuTenbHoro BpemeHu. MNepeHecna
nHdapkT munokapaa B 2002 r. B 2003 r.
Obina npoBeJeHa PeKOHCTPYKLMS NEBOrO
Xenygoyka ¢ nnactukon no fopy, nna-
CTUKa MUTParnbLHOro knanaHa no Anbdu-
epy, MaMMapHOEe KOPOHApHOE LUYyHTK-
poBaHWe nepedHen MeXOKenygo4yKoBOw
BETBW, aAOPTOKOPOHAPHOE LUYHTUPOBa-
HWe AmMaroHarbHOW BETBW NpPaBOW KOpO-
HapHou apTepuu, B 2011 1. - cTeHTUpoBa-
HMe MPOKCMMAarnbHOro cermeHTa ormbato-
wen aptepun. lNMocnegHas kopoHapHas
aHrmorpacus 6bina nposegeHa B 2017 r,,
3akntoyeHne: KopoHnapocknepos. Cre-
HO3 CTBOIa NeBON KOPOHapHOW apTepumn
0o 25%. CrteHo3 orubatowen aptepum
B cpeaHeM cermeHTe Ao 30%, cTeHo3
ycTbs BETBU Tynoro kpas o 40%. Jleso-

BeHeYHbIV TuN. LWyHTbI (OyHKLMOHUPYIOT.
B 2018 r. gnarHocTMpoBaHbl XU3HeY-
rpoxaroLimMe HapyLlleHns pytma cepgua,
B CBSI3W C YeM NauuMeHTKe MMMNaHTUpo-
Banu 6mBeHTpuKyNspHbin IKC ¢ dyHk-
unen pecumbpunnaTopa B 3SHOOKaPAW-
anbHoMm BapuaHTe Medtronic Protecta
CPT-D PSF 625220S B pexume DDD.
CpabatbiBaHne pedubpunnaropa B
2019 r. B 2020 r. gnarHoCTMpoBaHoO cme-
LeHne anektpoja u Gbina nposedeHa
ero 3ameHa. [lepBbili KOHTPOMb nocre
KOpPPEKUMM  NEBOXENYAOYKOBOrO  arek-
Tpoda AONs PEeCUMHXPOHU3MPYOLLEN CTU-
Mynsummn cepgua nposedeH B 2021 1.

MoBbiweHVe obuwero xonecrtepuHa
CbIBOPOTKM KpoBY A0 14 mMmonb/n B Te-
YyeHve JOUTENbHOrO BpeMeHu. PaHee
CEMENHYI TUNEPXONECTEPUHEMMUIO  HE
avarHoctuposanu. [lo  TonnaHackum
KpuTepusim nony4veHo 8 6annos — «onpe-
peneHHasa» CIXC.

CemelHbIi aHamHes: y martepu 6bin
MHMapKT Munokapaa B 62 roga, ymepna
B 64 roga, BeposiTHO, OT MH(apKTa MMO-
kapga. OTel ymep OT OCTPOro uHdapkTa
B 60 net. babywka npobaHaa ymepna B
84 roga, wHdopmaumus O gefylike oT-
cytcteyeT. CecTpa nauMeHTKM ymeprna
B 50 neT, BO3MOXHO, OT COCYOQMCTON Ka-
TacTpodbl. Y NNEMsiHHULUBI NauUeHTKU
NOBbILEHHbIN XonecTtepuH kposu o 10
MMornb/n. Y naumeHTkn (co cnos) 3 ae-
Ten: y povepu (39 net) ymepeHHoe no-
BbILLEHME XOMnecTepuHa Ao 5 Mmonb/m, y
cbiHoBen 5,3 (44 ropa) u 4,8 mmonb/n (30
neT) — BCce COMaTMYeCKu 300POBbI.

[Ons  reHeTnyeckon  BepudMKaLum
AvarHosa ObINo BbINOMHEHO TapreTHoe
npsiMoe CEKBEHWPOBAHME KOAMPYHOLLNX
N HEeKoAMPYHLWKX panoHoB reHoB LDLR
no CaHrepy. BMonHMOpMaLMOHHbI aHa-
N3 NOMyYeHHbIX AAaHHbIX BbISIBMM 3ame-
Hy rs773328511 (NM_000527.5 LDLR
¢.810C>A p.Cys270Ter) B retepo3urot-
Hon dpopme B reHe LDLR.

Tekywmii ctatyc naumeHTkm: poct 170
cm, Bec 62 kr, UMT 21,5 kr/m?. Ha paH-
Hbll MOMEHT nauueHTKa npuHUMaeT
nevenve no WNBC cormacHo KnuHWMYe-
CKMUM pekoMeHAauusiM, B TOM uucne
BancapTaH+cakyoutpun 50 mr, Ha oHe
KOTOpOro oTMeYaeTcs cTabunbHas remo-
AvHamuka. Mo nnaHoBomy XM-OKI B mae
2022 r. KOPOTKME MPOBEXKM >KEMyao4KO-
BOV Taxukapauu u3 3 komnnekcos. Mos-
roBOM HaTpumypetnyeckmn nentung 258
nr/mn. TonepaHTHOCTb K h13N4ecKomn Ha-
rpy3ke yMEpPEHHO CHWXeHa, fanbHelLle-
ro NPOrpeCCUBHOIO CHWXKEHUS B TEYEHNE
nocnegHux 2 net He OTMeYeHo. YpoBeHb
obuwero xonectepuHa 10,3 mMmonb/n,
JINHM 7,69 mmonbe/n Ha doHe nprema
posyBactatuHa 20 Mr, JO3y YBENUYATb
He y[oanocb M3-3a NpUM3HAKoB MUOMNaTUN.



Mpu npoBeaeHun hapmakoreHeTU4YecKko-
ro uccneposaHus reHa SLCO1B1*5y na-
LMeHTKM bbina obHapyxeHa KoMOUHaLust
annenewn ¢.521CC, 4yto roBopuT 00 04eHb
BbICOKOM PUCKE MOPaXXEHUS NeYeHn 1 no-
nepeyHo-nonocaton myckynatypbl. Oko-
no 5 net Hasag B KOMOMHauum ¢ po3yBa-
ctatuHoM 20 Mr ObIn Ha3HayveH 33eTUMnG
B o3e 10 mr, aeKkTMBHOCTL nNpuema
KOTOPOro PEeTPOCNEKTUBHO YCTAHOBUTb
He ypanock. lNMauneHTka He cmorna no-
CTOSIHHO MPUHUMAaTb AaHHbIA npenapar
B CBSI3M C BbICOKOW CTOMMOCTbIO. [laum-
€HTKEe MHULMMPOBaHa KOMOMHUPOBaHHas
Tepanus podyBacTtatvuHom 20 Mr B CyT U
aBonokymab 140 mr 1 pa3 B 2 Hegenu.
Mocne nepBon MHLEKLMN IBONTOKYMaba y
nawLMeHTKM NOSIBUMNMCH Xanobbl Ha Muarn-
T, apTpanrunio, KOTopble OrpaHuyMBa-
0T NMOBCELHEBHYI akTMBHOCTbL. lMpu 06-
crnefoBaHUMKM KpeaTuHUH bocdokmHasa,
AIlT, ACT, kpeaTvHuH 1 gpyrme Gmoxu-
MU4Yeckme nokasatenu 6binv B npegenax
HOpManbHbIX 3Ha4eHui. MNokasatenu nu-
nugorpammel: OXC 8,33 mmonw/n, NMNHI
6,22 mmonb/n, TI 1,47 mmonb/n, NNBI
1,53 mmonb/n. TMauneHTke BO30OHOB-
neH npuem aBoniokymaba B gose 140 mr
1 pa3 B 2 Hegenu, Jo3a po3yBacTtaTvHa
cHmkeHa go 10 mr. [MnNaHoOBO OYHO KOH-
cynstnposaHa HUW 1K nm. akag. E.H.
MewanknHa, pekoMeHOoBaHO AanbHeu-
LLee KOHCEpBaTMBHOE BeAEeHVe.

KnuHuyeckuli  duazHo3: [eTeposu-
roTHasi cemeriHasi runepxonecrepuHe-
MUs, onpedeneHHas (no lonnanackum
kputepusim 16 6annos, no S.Broome —
onpegeneHHbii anarHo3 reClrXc). NBC.
CreHokapaus HanpsbkeHna OK 2. MNKC
2002 r. MonHaa 6rnokaga NeBOW HOXKU
nydka [vca. Yacrtasa xenygovkoBas aKC-
TPaCUCTONUS C HEYCTONUYMBBLIM KOPOTKUM
NapoKCM3MOM XEeny[LovKOBOW Taxmkap-
avn. TpaH3uTopHbIn cuHgpom WPW.

Onepauuu:

1. PekoHCTpykumMss neBoro xeny-
Jodvka ¢ nnacTtukow no [opy, nnacTuka
MUTpaneHOro knanaHa no Anbdwuepw,
MaMMapHOe KOpPOHapHoOe LUYyHTUpOBa-
HVEe NepeaHen MeXKenya04KOBON BETBY,
aoOpTOKOPOHApHOE LWYHTUpOBaHWE Ana-
roHanbHOMW BETBM MpPaBOW KOPOHapPHOM
aptepun 2003r.

2. CKAI ot 2017 r: KopoHapockne-
po3. CTeHO3 CTBOMa NeBOW KOPOHAPHOW
aptepun 0o 25%. CteHo3 ormbatoLlen
apTepumn B cpeaHem cermeHte o 30%,
CTEHO3 YCTbsl BETBM Tynoro kpasi 40 40%.
JleBoBeHeuHbIN TUM. LLYyHTbI QYHKUMOHK-
pYIOT.

3. UmnnaHTtauua SKC ¢ dyHkumen age-
dnbpunnstopa B 3HAOKapanansHoMm Ba-
puaHTe Medtronic Protecta CPT-D PSF
625220S B pexxume DDD B 2018 r. Cpa-
OatbiBaHne aecubpunnatopa B 2019 r.

®oH: [uneptoHnyeckas 6GonesHb |l
ctenenn. KoHTpornupyemas aptepuvanb-
Has runepTeH3ns. Puck CCO 4.

OcnoxHeHue: XpoHudeckass cep-
Je4yHas HedoCTaTOYHOCTb C MPOMEXY-
TouHo ®B 42% (S), ctagusa lla. oK I
(NYHA). BropnyHas gunartaumsi nono-
cTel cepaua.

ConyTtcTtBytowme 3aboneBaHus: [uc-
uupkynatopHas aHuedanonatus |l cre-
neHn Ha ¢oHe aTepockrneposa u [b.
leHeT4eckn OOBYCrOBMEHHbIA BbICOKUM
PUCK CTaTUHMHAYLIMPOBAHHOW MUONaTuu.

MauneHTka B3ATa Ha AMCNAHCEPHbIA
yyeT, BknodeHa B PecnybnukaHckun
peructp CIXC. B nnaHe npoBegeHue
KackagHOro CKpWHWHra (npv cormacum
nauMeHTKn), oLeHka 3deKTUBHOCTU ©
6e3onacHOCTM KOMOWHMPOBAHHOW Xore-
CTEPVIHCHMXaIOLWEeN Tepanmu.

lMayueHm 2. Myxu4unHa ®., 29 ner. XKe-
HaT, geTten HeT. Obpatuncsa B Aekabpe
2021 r. B nMNuaHbIN kabMHET No noBoay
BbICOKOIO YPOBHsi OOLLEro xonecrepvHa
o 11 mmone/n. CTpagaeT OXupeHu-
em |l ctenenn. Mpu dusmkansHom 06-
CnefoBaHUM NUNUOHOM OYyrM POroBULLbI
CYXOXUIIbHbIX KCaHTOM He obHapyxe-
Ho. [lo pesynsTatam GUOXMMUYECKOro
aHanusa KpoBu Yy nauueHta Obinn no-
Ny4YeHbl BbICOKME MNoKasaTenu nunuao-
rpaMMbl, MMOIb/MN: OOLWMIA XONecTepuH
9,72; TI 1,83; NMHMN 7,31. Mpu cbope
HacnegCcTBEHHOTO aHaMHesa YCTaHOB-
NeHo, 4To y oTua Obin HedaTanbHbIN
PaHHUN MHMAapPKT Muokapda B 42 roga,
HO ganbHenwas cygbba HenssecTHa. o
MaTEpPUHCKON TNWHUWN CryYyaeB paHHUX
COCyAmncTbIX Katactpod He 6bino. Pog-
HblX ©paTbeB u cectep HeT. CornacHo
lonnaHackum KpuTepusaM y naumeHTta 6
6annos - «BepoaTHas» CI'XC. Mpu gane-
Henwem obcneposaHun Y3W cepaua,
Y3W 6paxvouedanbHbiX apTepun, Xor-
TepoBckoe MoHuTopupoBaHue OKI 6e3
ocobeHHocTel. MNaTonorus WUToBUAHOM
Xenesbl 1 caxapHbI AMabeT UCKITHYEHbI.

Tekywnii ctatyc naumeHTa: poct 185
cm, Bec 123 kr, UMT 36 kr/m2. Ha faHHbINn
MOMEHT MPMHUMAET feyeHne: aTopBa-
ctatuH 60 Mr, NpUBEPXEHHOCTb K Tepa-
nuM HU3Kas, ONeTy He cobnopaert, ypo-
BeHb (PU3MYECKON aKTUBHOCTU HU3KUNA.
Mo nmocnegHum pesynbratam aHanmMsoB
Ha (boHe HeperynsapHoro npuema aTtop-
BactatuHa 60 mr: OXC 9,28 mmonb/n,
NNHMN 6,76 mmons/n, NNBM 1,5
Mmmonb/n, TM2,92 mmonb/n, nokasatenu
ANT n ACT B Hopme. Mpu npoBegeHun
hapmaKkoreHeTU4eckoro MccregoBaHust
reHa SLCO71B1*5 y naumeHTa nony4veHa
KoMbuHauusa annenen ¢.521CC, yTo ro-
BOPUT 00 OYEHb BLICOKOM pUCKE Mopaxe-
HWSI NeYEHU 1 NonepeYHo-NonocaTon my-
ckynatypbl. [Jo3a atopBactatuHa 6bina

vl YW

CcHwkeHa o 40 Mr n HacTosTenbHoO pe-
KOMEeHZOBaH perynspHbivi npuem. MNocne
oLeHKM acpdekTMBHOCTM 1 BesonacHoOCTU
cTatuHoTepanuun OyaeT onpefeneHa Tak-
TVMKa [danbHEWWero MeankaMeHTO3HOro
neveHus.

Ona  reHeTuyeckon  BepudmKaLmm
avarHo3a ObIno BbIMNOMHEHO TapreTHoe
npsiMOe CEKBEHUPOBaHWE KOOUPYHLLMX
N HEKOAMPYIOLLMX panioHoB reHoB LDLR
no CaHrepy. BrionHdpopMaumoHHbIi aHa-
N3 NOMYYEHHbIX OAHHbLIX BbISBUIT 3aMe-
Hy rs121908038 (NM_000527.5 LDLR
c.1202 T>A p.Leu401His) B retepo3urorT-
Howv dpopme B reHe LDLR.

KnuHuyeckuli duaeHo3: [eTepo3unroT-
Hasi CemMeWHasi runepxornecTtepmHemMus,
onpegeneHHasi (no MonnaHackMm Kpute-
pusm 14 6annos, no S.Broome onpege-
neHHbIn anarHos reCrXC). Oxupenne I
ctenenu (MMT 36 kr/m?).

MauneHT B3AT Ha AUCNaHCEepPHbIN YYeT,
BkntoyeH B PecnybnukaHckuin peructp

CrXC. Uenb neyeHunsa — nepBuyHas
npodunakTnuka  aTepoCcKNepoTUYECcKMNX
CepAeYHO-COCYANCTLIX OCIIOXKHEHWN.

lMpoBeaeHne kackagHOrO CKPWHWHIa He
npeacraBnsieTcs BO3MOXHbIM. B nna-
He reHeTM4Yeckoe KOHCYrbTMPOBaHUe Mo
nnaHMpoBaHUo cembk, noabop addek-
TUBHOWN NUNUACHWXaIOLLIEN Tepanuu.
3akntouyeHune. Hecmotps Ha Gesyc-
NOBHYK HEOOXOAUMOCTb pPaHHEro BbisiB-
NEHNsi CEMeNHON rMnepxonectTepuHeMmm
ONs NepBUYHON NPOUNAKTUKMA aTepo-
CKIEPOTUYECKNX CEepPAEYHO-COCYANCTbIX
3aboneBaHnin, XO4ETCA OTMETUTb, YTO B
Hallen NpakTuke Mbl CTONKHYINUCb C TOW
xe npobnemow, koTopasi 6eina 06o3Ha-
yeHa B wuccnepgosBaHum PEHECCAHC:
HecmoTpsa Ha Hamuune CIXC u Bbipa-
KEHHOW TUNepxonecTepMHeMum, naum-
€HTbl He XenawT NPUHUMaTb NUMUOCHU-
XKalowyo Tepanuio, a Takke UMeeT me-
CTO ObITb HU3KasA 3aMHTEPECOBAHHOCTb
WHOEKCHOrO nauneHTa B NpoBeAeHWUU
KackagHOro ckpuHuHra [5]. OJaHHasa npo-
Obnema peluaercs, Ho TpebyeT MHANBMAY-
anbHoro noaxoda W ANUTENbHOIO JOBe-
PUTEMBLHOIO KOHTaKTa C NauueHTOM.
PaHee B Pecnybnuke Caxa (AkyTus)
LerneHanpasneHHoro BbISIBMEHUS NaLu-
eHToB ¢ CIXC He nmpoBogunocb, ocTa-
I0TCA  HeuccneaoBaHHbIMU - 3THUYECKUE
0COBEHHOCTM AaHHOTO 3aboneBaHuns, 4YTo
TpebyeT fanbHeNnLWero nccnefoBaHms.
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AHAJIN3 NMOPOIOB CITYXA Y NALUUEHTOB
C HAPYWEHUAMMU CNYXA, CBA3AHHbIMUA
C MYTAUUAMU N'EHA GJB2 (Cx26)

B BYPATUU

Hamu B Pecnybnvke BypsiTus npoBegeH aHanva cocTosiHUs cryxa y 26 nauueHToB C HapyLUeHUeM cryxa, y KOTopbix Obinn BeisiBNEeHbl Guan-
nenbHble MyTauum reHa GJB2 (Cx26). FfeHoTMN-dheHoTUNNYECKEe CONOCTaBINEHNS Nokasanu, Yto npu Bcex 7 GJB2-reHoTunax: c.[35delG];[35delG];

c.[-23+1G>A[;[35delG];

C.[-23+1G>A[;[-23+1G>A];

c.[-23+1G>A];[516G>C];

c.[-23+1G>AL;[327_328delGGinsAl;

c.[35delC];[299_300delAT];

c.[235delC];[235delC] BbisiBnSOTCA BpoXAeHHas (BbiBNeHHas 4o 1 roga), CMMMeTpUYHasi, CeHCcoHeBparbHas hopMbl NoTepu criyxa, Bapuabenb-
Hble MO TSXKECTU Kak Mexay pa3nuuHbiMu GJB2-reHoTvnamu, Tak n BHyTpu ogHoro GJB2-reHoTuna. Ha ocHoBe MeanaHHbIX MOPOroB CrbILLMMOCTU

s POY

0.5,1.0,2.0,4.0¢My

6bInn BblAENEeHbI TPU PEHOTUNA - KMATKUA», KCPEAHUN» U «TSHKENbINY. B pesynbrate reHoTUN-PEeHOTUMNYECKOro CONnocTaBneHus

GJB2-reHoTunebl c.[-23+1G>A];[-23+1G>A] n ¢.[-23+1G>A];[516G>C] bbinn oTHeCEHbI K reHoTUNaM co «cpeaHen» (MeauaHa 66.875 ob n 64.375
OB cooTBeTCTBEHHO), @ ocTanbHble - ¢.[35delG];[35delG]; c.[-23+1G>A];[35delG]; c.[-23+1G>A];[327_328delGGinsA]; c.[35delC];[299_300delAT];
c.[235delC];[235delC] — k reHOTMNaM C «Tshkenon» opmon oeHoTUNnYeckoro acpdekTta. MeHOTUMNOB C «MSArKUMY» DEHOTUNNYECKUM 3PEKTOM He
BbIsIBMEHO. MNpy 3TOM noporu cribilmmocT y GJB2-reHoTUNoB co «cpefHeiny» opMoi doeHoTunmnyeckoro addpekTa Obinm 4OCTOBEPHO fyYLle, Yem
B pedepeHcHoi rpynne ¢ GJB2-reHotunom c.[35delG];[35delG].

KnioueBble cnosa: rmyxoTa, reH GJB2, reHoTUn-heHOTUNMYECKNA aHanna, cTeneHb notepu crnyxa, Pecnybnuka bBypsatus
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In this work, the hearing analysis of 26 patients with hearing impairment, who had biallelic mu-

tations of the GJB2 gene (Sh26) was carried out in the Republic of Buryatia. Genotype-phenotypic
comparisons showed that for all 7 GJB2 genotypes: ¢.[35delG];[35delG]; c.[-23+1G>A];[35delG];
c.[-23+1G>A];[-23+1G>A]; c.[-23+1G>A];[516G>C]; c¢.[-23+1G>A];[327_328delGGinsA];
¢.[35delC];[299_300delAT]; c.[235delC];[235delC] congenital (detected before one year —
76.0%), symmetrical (84.6%), sensorineural (100.0%) form of hearing loss are detected, variable
in severity both between different GJB2 genotypes and within the same GJB2 genotype (grade
Il in 9.6%, grade IV in 17.3%, deafness in 73.1%). Based on the median hearing thresholds
PTA 5 1020401 three phenotypes were identified - "mild phenotype”, "medium phenotype" and
"severe phenotype". We conducted a genotype-phenotypic comparison, as a result of which
GJB2-genotypes c¢.[-23+1G>A];[-23+1G>A] and c.[-23+1G>A];[516G>C] were assigned to
genotypes with “average” (median 66.875 dB and 64.375 dB, respectively), and the remaining
GJB2-genotypes: c.[35delG];[35delG]; c.[-23+1G>A];[35delG]; c.[-23+1G>A];[327_328delGGin-
sA]; c.[35delC];[299_300delAT]; c.[235delC];[235delC] - to genotypes with a "severe" form of the



