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Tyaxyyp yr: ToBu yTra:
AMMHOTIIHKO3H]T Yuaaceaai: OHee yen ylnaMIUIbIH MAITraaHT AYJIMAT HexXIemayymrad 200
6xIITY rapyi TeHUIH MyTaly TOAOPXOWIOr 100 OaitHa. DAr33p33¢ MUTOXOHAPHUITH
Myrauu reHoMbelH 128 pPHX-uiir xommoru MT-RNRI renuitH m.1555A>G,
COHCTOJ aanT m.1494C>T myraumyq SMUNH MIANTraaHT XaM INUHKHWH Oyc JyJIHipan
Ypbaunian YYCrO3r eBepMell OHIyIorToi OGaimar.! Toapyymban m.1555G  acBan
CopruitmT m.1494T MyTaHT ajIenuir T34 Hb XIBHWH COHCTOJ TOpAer OoJoBY

AMHMHOTJIMKO3U/IBIH ~ OYJTMHH  aHTHOMOTHUKYYJABIT  XOPATJIICHUH — Japaa
oJIIMOIT Oaiiiyiaap COHCroJI00 anaaar O6aliHa. ©epeep X303 A39PX MyTaHT
QUICIMAT T39TY Hb AMHHOTJIMKO3UABIH OYJITHMAH aHTHOMOTHK X3PITIAXTYH
00J1 COHCTOJI ajIlaliTaac ypbIYrIaH COPTUMIIX OypaH OostoMxTol FoMm. OJIoH
YJICBIH OMHXJI3YHH NPAKTUKT IIMHY TOPCOH HApaia 3CB3JI YIIWIYYJIATUu
AMHMHOTJIMKO3U/IBIH  OYATHMIH aHTHOMOTHK OSMYMITD) OXJIXUHH OMHO
m.1555A>G, m.1494C>T MyTaumyasll WIPYYJIdX IMIHHKUITIIT 3aaBall
OreXMHI 3eBiener. MOHIosl yJICBIH 3MHYI3YHH INPAKTUKT 3H3 TOPJIUIH
IIMHXKHUITYY XapaaxaH HAIBTPIAryH OaifHa. MeH m99pX MyTalMyabIH
TapXxajirT, SMHUWH I[IANTraaHT XaM IIUHKHAH Oyc IYAMHPIMHH T'eHETHK
LIaNTraaHbIl TOAPYYJaH CyJajicaH CyAajraaHbl MPIIAIIAI XOoMC Oaiiraa Hb
Ouj PHAXYY CyJairaar XUix YHAICIDI 00iu100. 3opmiaro: XaMIIMHKUIH
OycC OYMUUAPIATIN TOXHONTYYaal MATOXOHAPpUiH 12S pPHX-miir komiory
MT-RNR I renuniin m.1555A>G, m.1494C>T myTanuyasr 00 UT XyralaaHbl
moJuMepa3blH THHXKUH ypBai (OxIII'Y)-pIH apraap uipyymk, MyTaluTai
TOXHOJIZOJ Oa TYYHHH T3p Oy yAaM3YHH cyanraa Xuix. Apra, apradjian:
Cynanraana caiiH Jypaap OpOJIIOX XYCOATIH XaM MIWHXHUH Oyc Aymauit
00J10H coHcron Oyypantraii 261 xyH opostticon. Cyaanaraala Opoord 101
ayZAMOMETPUIH IIMHXHITDD XUIK, IMUNH INAITraaHT COHCTOJI ajlIalIT OrYYJIMXKTIH 17 XYHA MOJIeKyJ OMOJIOTHiH
IMHXKUITYY XUHUC3H. MHMXM33 cynanraada oposordnooc myc aed, JHX-wiir surax 1peapmryymsH, OXIITY-siH
apraap m.1555A>G, m.1494C>T MyTtaiuir WipyyiX HIWHKUIT XUIK YP OYHT TapraB. MyTaHT ajuienb WIDPCOH Oyx
TOXHMOJIJIBIT OaTairaaxyysax 30pHIroop HYKJICOTHABIH Jlapaaal TOrTOOX HIMHXKWITI) XuicoH. Yp ayn: Cynanraann
HUHUT oposoryabiH 58% Hb 9parmid (n=152), 42% ub smarmit (n=110) OaiiB. CoHCroN anmaiThIr ayAHMOMETPUIH
LIMHKUIT9HT YHIICI3H SMHIJI3YWH OHOIIOOpP aHTWIaH y33x31 46.7% (n=122) up aymuii, 24.1% (n=63) Hb M3IpIIT-
MAJIPIXYHH ayiui, 11.1% (n=29) Hb MAIPANI-MIAPIXYIH coHcron OyypanTrail, 2.29% (n=6) Hb JaMXKyyJIax Xd3J03pHitH
coHcrou Oyypantraid, 15.7% (n=41) Hb JOTOp YMXHUI AYHTUNH Cyyiranrail Oaiyiaa. DMUIH AITraaHT COHCTOJ AJITAIT
eryymMxiTi 17 toxuonmona OxII'Y-bH apraap MIMHXWITD XUHXdJ, HIT TOXUOII0AN mM.1555G Myrtanm uiadpiod.
MyTanu epar To10pXOWIOTACOH TOXHUOIUIBIT TPOOAH]T TK Y39H KIMHUK-TEHEA0JIOTHIHH apraap rap Oyil, YAMBIT Jlarax
CyJU1aH, MPOOaHBIH Mp OYIMIAH 2 THIIYYHIIC MyTald MIPYYJIdIX 30pwiiroop copbll aBd, OXIIY muHkuaras Xuixan
m.1555G myrtauu mMeH wmpclH. JyrHaar: bun cyganraaraap SMHHH IIaITraaHT COHCTOJ ajfaiTTail TOXUOIATYY]
nynnaac OxI1I'Y-aap MT-RNRI renunitH m.1555A>G myrtauur mwipyyscoH 0a TYYHUE rap OYyJIWIH 2 THUIIYYH] VKU
MyTany Oalraar WIpYYy/DK dajsaa. [ eHealoruiiH cyanraansl Yp QYHI3p IpoOaHabH 93K M. 1555G MyTaHT ayuienuitn
TIIMY XOJUH 9 COHCrOJI XIBUHMH OaiicaH Oa maammy mpoOaHIbH IIp OynuiH Oycaj THITYYHUHT MyTaly WIPYYJIdX
LHIMHKWITIOH] XaMpyyJiaX, IHHKHIT XUHIrDX39C ©OMHO aMHHOTJIMKO3WABIH OYJITMHH aHTHOMOTHK XdIPATINXIIC
3aMJICXUIX Imaap yiararail Oaitxa.
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Yumema: paxuitn Opyyn Mbauauiin Baiiryysnarsia
cypanraaraap manxuil gmp 430 cag rapyil aynuii,
COHCTOJIBIH O3PXIINAITII UPraJ aMbaapy Oalraaruita ta
XyBb Hb yJaMIUIbIH IIAJITraaHaap HOXIeJIer O0JIOXbIT
TOrTOO0X33.” Y IaMIIJIBIH LIANTraanT ayiuite 70%-uir xam
UIMHKAAH Oyc Iynuipan 3331191 XaMm IHHKuiH Oyc
JYJIMAPAII TJI3T Hb 30BXOH COHCTOJI aJ1/1aX, COHCToJ1 Oyypax
33p3T AMHAI3YHH IIHHXKIIP WIPIAT, X371 sIpUa, OIOYHBI
XOMCJIOJT 33pAT Oycall SMHAI3YHH IMUHXKYYIATIH XaBCpaH
WIDPJAITYH  aynuidr xanHd. 1960-aan oHOOC MoOIeKy
TCHETHKUHH apryyJpll amumiaH JYIAATIH  X0in0ooTon
200 rapyd reHWH MyTalMHr TOJOPXOMJICOH 0a 3Ar’np
TeHUHH MyTaluyj AOTPOOC MHUTOXOHJIPUHH T'€HOMBIH
MT-RNRI renuiitn m.1555A>G, m.1494C>T 1wpron
MyTaluyJ| Tojiopxoi 0yc HyTryynan (Asu, Oiipx dopHom)
HIJID]] TYTI9MAJ Oafiraar ok Torroocon Gaitna.'* Onon
yJica]] SHAXYY MyTaluir “AMHHOIIIMKO3MJIBIH OYJITHiH
AQHTUOMOTHKBIH ~ MIAITIaaHT JAYJUA” T  HIPIIAT.
Yuup Hb MT-RNRI rtenunitH m.1555G »scan m.1494T
MYTaHT aJUICJIMMT TI9TY Hb aMUHOTJIMKO3UJIbIH OYJITHiH
AQHTUOMOTHUKT TYHJIBIH 5M33r Oaiijmar Tyl aHTHOMOTHKBIH
TYH, SMUYWIT9HUNA YPrabKIdX XyraljaaHaac yJI XamaapaH
XYHJU 33PTHHH M3APAI MAIPIXYHH CcOHcron Oyypaur,
COHCTOJI aJIjaNTa ]l XYpraJ3T OHIJIOTTOH FOM.

MT-RNRI rern Hb 959 HyximeoTuja ypTTai,
mutoxouapuiiH 12S pPHX-wuiir kommomor.’ 12S pPHX
Hb pHOOCOMBIH yypartail HATIOH PHOOCOMBIH A-CaWThIT
yYCramor. AMHWHOIIMKO3UBIH OYJITUHH aHTHOMOTHKYYI
Hb HMXJBWIOH IpaM ceper OakTepu] Heyleeylox 0ereen
OakrepbpiH  acuiiH  16S  pPHX-mitn  1410-1490  max
Gaiipan Xou00T 10K YYPriuifH HUAIDKUITHIT CaaTyyInK
Oakrepurma  yiama  y3yyamr. MT-RNRI  reHuiiH
m.1555G acBa1 m.1494T myTaHT ayuienuiir T3r4uife 125
pPHX-uitn napaanan Hb npokapuoT scuiin 16S pPHX-uiin
1410-1490 Oaiipian naxp aMUHOTJIMKO3UJBIH OYJITHUHH
AQHTUOMOTUKYYITal XOJIOOTZIOX X3COTTIH WKW OOJICOH
Oaiimar. Tuiim 4 yupaac I99pX MyTaHT aUICIHWUTr TIOr4
Hb aMHHOTJIMKO3M/IBIH OYJITMHH aHTHOMOTHK XIPATIICOH
TOXHUOJII0JIA COHCTOJIBIH YCIIAT 3CYYAUNH MUTOXOHJIPUIH
pudocoM (MHUTOPUOOCOM)-II COHTOMIIOOP OYHH YIHITYHIDK,
COHCTOJIBIH YCIIAT ACYYIUHT YyXYyJaar OaitHa. MHTIcHIIp
COHCTOJIBIH YCJI3T 3CYYJ 3PraH COPIIMTYHrNp yxox,
9CYYAMHH CyypuH MeMOpaH Xalipk anra OOJICHOOp
COHCTOJIOO anjaxaja Xypraadr axd. Wimag MT-RNRI
reHuidH m.1555A>G, m.1494C>T myranuiir ane 0ojox
9PT WIPYYICHIIP AMUHOIVIMKO3UABIH MIAITTAaHT COHCTOM
aJanTaac yphaduiiaH COPTHIIIX OYpIH OOJIOMIKTOM FOM.

3opuaroe: XaMIIMHXUIH OyC AYJUHPIATII TOXHUOIUTYY T
6a TyyHuit m™p Oynag murtoxoHapuitH 12S pPHX-wiir
komiordy MT-RNRI renuiiH m.1555A>G, m.1494C>T
MYTaIMUT WIPYYIdX, MyTalUTal TOXHUOJIUTYYIBIT KITMHUAK
TEHOJIOTUIH apraap CyJyiax.

Apra, aprawian: bun AIIYYUC-uitn Cypanraans! éc
3YHH XsSHaJITBIH XOpooHbl Ne2023/3-09 TooT Xypiaap
cynairaa xuiix €c 3yiH 3eBmeepen aBcaH. Cypanraar
Hutiicmanuitn epenxuii 00J10BCpONbIH 29 TyrIsp Cypryylis,
Vncein I'ypasayraap TeB Omuamar, YiaceiH Harmyrasp
Te OMHIMArMHr TYmMIH TyHmeTrB. Cynanraasnj
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opoiIcoH 261 oponory100c TaHWYJICAH 36BIIOOPIUIH
xyynac OOJIOH TycraiylaH OdJITIAC3H CTaHIAPT acyyMiK
allUIIIaH [IaapjularaTaid  MdJROJUIMHAT  IyriyyiacaH 0Oa
MOJIEKYJ] OHMOJIOTMHH IIWHXHITI9HA 3aXbIH Xypaaryyp
CyJlacHaac IyCHBI COPbBI] aBY, HYKJICHH XYWIMHT sUIraB.
Snracan  HykneWH XyuinuiH copsuyynan MT-RNRI
renuitH m.1555A>G 6a m.1494C>T myTtanuidr wipyysnx
3opwiiroop OXI1IY-bIH MMHKMUIDS XUIDK Yp AYHT rapras.
Cynanraany Bio-Rad xomnanunitn CFX Opus 96 oxI1I'Y-
biH Toexeepemk OomoH “Reliance One-Step Multiplex
Supermix” (Karamor nyraap: 12010220) momruiir
ammrnas. MT-RNRI renuitH m.1555A>G 6a m.1494C>T
MyTauuir wipyyinxiaa MGB-TagMan eBepmer; mipoOyy
60J10H 11yy /1 0a ypBYY IIpaiiMEepHiiH lapaaJulbIl alllUIIacaH.
OxIIT'Y-bIr siByynaxnaa 95°C-n 5 MuHyT OaiiiracHsl napaa
95°C-n 30 cexynp, 55°C-g 30 cexynn Huiit 40 ynaaruiin
JaBTaJTTaliraap JyJlaaHbl HOXIUIMHT  TOXHPYYJICaH.
MyTanm MISpCIH opoimord 0a TYYHHH TIOp OyJuiiH
THLIYYZ93C M3PAJ3J LYIIIyyJlaH KIMHUK TeHEaloTHiH
sypariaieir  rapracadH. OXII['Y-pIH  IIMHKHITIIrI3p
MYyTall{ WI3PCIH TOXHOIUTYYIbIT HYKICOTH/IBIH 1apaaliall
TOTTOOX HIMHXKHIITIAIIIp OaTainraayyJsicaH.

Yp ayn: Cypanraann oposncon 261  opoaunoryabir
COHCTOJI aJIIaJTHIT IIAJTraaHaap Hb aHTWIIaH y39x311 33.7%
(n=88) mauonaruk Oyoy majaTraaH TOIOPXOUTyH, 29.9%
(n=78) TepesnxuiiH, 13% (n=34) sMuiin manrraast, 11%
(n=29) ynamuuibiH manrtraat, 3.83% (n=10) roMTiuniin
manrraant, 3.83% (n=10) xangBapT eBUYHHUH MIANTraaHT,
1.14% (n=3) ommmoxn, 1.14% (n=3) ragHa YUXHHUH
raxuruiid manrraanr, 0.76% (n=2) AyTyy TepeiTHiH
manTraatt, 0.76% (n=2) XoHr3par [OOPOJITHIH IIAITIAaHT,
0.38% (n=1) myyruansl manrraant, 0.38% (n=1) ayHn
YUXHUH YPABCIMUH IaTraanTai Oaiitaa. O M W # H
IAITraaHT COHCTOJ aJiITTal XYMYYCHMH AyHJIaac
AQHTUOMOTHUK XAPATIIICIHIIC MIANTraalIcan Oaix mMaraaryu
I3COH OryysmMxkTi 17 toxuommonn OXIII'Y-siH apraap
MIUHXKUITI XUAXAT HAT XYHA m.1555G myTanuu wispcoH
(Bypar 1).
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3ypar 1. oxIII'Y-b1n apraap M7-RNR! renniin
m.1555A>G myTranuir WipyyJci3H yp AyH.

Taitn6ap: 6xI1IY-bIH ONLIPONTHIH MYPYHT JYPCIICIH 02 XHBTII
TIHXJIIT AABTAITHIH TOO, 00CO0 TIHXIAIT (IyOpECLEHTHIHH XapbLaHTyi
HArKI2p Xapyynas. Xex (FAM) enreep 1555G myTtanT amiens Oyxuid
Oaii napaasbia onmponat, HorooH (HEX) enreep 1555A xaBuiin amnens
Oyxwuii 6aif JapaasiIbiH OJIIIPOITHIT Y3YYII9B.

Cynanraann oponuordasia 1yHa m.1494T myTant
ajess wipaaryi (3ypar 2).
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3ypar 2. OxIII'Y-b1n apraap MT-RNR1 renuiin

m.1494C>T myranmiir cygajnacas yp AyH.
Taiin6ap: OxI1'Y-bIH ONIIPOATEIH MypYHT AYPCIICIH 6a XIBTID
TOHXJIIIT JAABTAITHIH TOO, 00CO0 TIHXIAIT (IyOpEeCLEHTHIHH XapbLUaHTyl
HADKIIP Xapyynas. lap (ROX) enreep 1494T myrtanT amiens Oyxuit
Oaii tapaasutbiH oiawpont, Hui sraad (CyS) enreep 1494C x3BuitH
ajutenb Oyxuii Gail JapaauTblH ONIIPONITHIT Y3YYIIIB. Depar XsHalITa]
1494T myTaHT alIeaMiiH OILIPONT OYPTIATACOH Oa COphIyynam yr
aJIesb WIpIdryi.

40

m.1555G wMyTamy WIBPCOH HAT  TOXUOJIJIBIT
“mpoGana” TK Y3991 TYYHUH Tp OYJIWUHH THIITYYIHHT
CyZanraaH]] OpONIyy/DK KIMHUK TeHEaTOTHIH 3ypariajbr
rapraB. [3p OymuiiH THIIYYA AyHAaac Cygairaasy
OPOJIIOXBIT 36BIIEOPCOH IMPOOAHIBIH OYY, ?PK Hapaac
myc apd OxII['Y-aap mytanmiir wmiapyymxag m.1555G
MYyTaHT ajulenb Xo€ymaHa Hb WpcdH. OXIITY-bH yp
ayan CFX Maestro mporpamblH TyCIaMKTall  YHAITI?
XHUHK COPBITYYAbIH TEHOTHITUAT TOAOPXOMIOXO IPOOaH/,
TYYHHH 32K, Ayy HapT m.1555 A/G retepo3uror reHoTHIl
wipcesH (3ypar 3).
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3ypar 3. CFX Maestro nporpamaap yp AYHI YHJLK
MT-RNRI renuitn m.1555A>G myTanmiiH reHOTHNMIAT
TOAOPXOIJICOH JYH.

Taiin6ap: 0xI1I'Y-bH yp AYHA IPOrpaMBbIH TyCIaMKTAl YHIIII)
XHHX3/1 X0X 0Hreop 1555 A/A roMo3UroT reHOTHI HI3PCIH COPBIYY,
HOToOH oHreep 1555 A/G reTepo3uror reHOTHUIT HIPCIH COPBLLYYABIT

TyC TyC XapyyJcaH. Yibap map eHreep depor xsHantazn 1555 G/G

TOMO3UTOT FeHOTHII Oaifraar xapyyiican OaiiHa.

Cynanraann OpOJILIOTY00C LyTIyyJICaH
MDJIPILIIP TNPOOAHABIH TOPCOH JAYY CTPEITOMHUIIMHBI
MIAITIAAHT AYJIUHPINTIH, XapuH 33K Hb COHCTOJ XIBUHH
Gaiican. TyxaiiH ™p Oyax m.1555G wmyramm 5x33¢
XYYXIYYZD[ yAamincaH Oaitnaa. (3ypar 4).
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3ypar 4. MT-RNRI1 renunitn m.1555G myranuraii npo6anabIH rip OyJMiiH yAMBIH 3ypar
Taitn6ap: m.1555G myraun wispess npodansir (I11-1) cymaap 3aax 1ama3n138. CoHeron x3BuiiH, m.1555G myrauunTait
axaac (II-2) xyyxayyzon (mpobany - I1I-1, npobaunsin ayy - 111-3) ynammcan Gaifna. Dxuits tansH yean ax gymuid (111-11)
[ICOH OIYYIIMKTII 6a MyTaIu WIPYYJIdX IIHHKIIMIAH/ XaMparaaaryii 60Ho.

oxI1I'Y-p1H LIMHKAITI9HUI Yp JYHT
Oaranraaxyymnax 3opmiroop m.1555G Myrtamm WIdpCIH
TOXHOJIZUTYY IbIH COPBLBIT HYKJICOTHABIH 1apaaliall TOTTO0X
MWHKWIT3H ~ opyylcaH. HykneotnablH — papaanain
TOTTOOX IMUHKIITIIrIIp OXIIY-bIH MHUHXAITIIHUT Yp
IIYH OaTiarmaca.

Xoammek: XaM IIHHXAWH 0y C TYTHAPIIAIH OJIOH AN TraaH
Gaiinraac GJB2, SLC2644, MT-RNRI TeHUH MyTaImyxa
Tyranman  toxuongaor 6a BHXAY, BHCY, TaiiBans,
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Wcnmann, Mpan 33par yicyyznaa 30HXWIOH TOXHOJIIOT
Gaitna. OoH yncag aMHHOTJIMKO3WABIH —INANTraaHT
COHCTOJI JIJAITHIT HOXLOJAYYIrd MYyTAlMyIblH Tanaap
CyIalicaH LeeHTYH cynmanraanyyn Oaiimar. Tyxaiimbad,
Jiang Y (2015) mapem cymanraann m.1555G myrarmiir
WIPYYIdX 30PHIITO0pP COHCTONBIH O3pXmdaTdi 155 xyHnq
suruitH [1I'Y -p1H apraap mumKmixd 6 (3.87%) TOXHoIIo1
wpeaH Oaitna.” Men Yuan Y (2009) Hapbia cypanraas
284 cCOHCroNryd XYyXA31 HyKJIEOTUIbIH 1apaaall TOrTo0X
apreir amuriaH m.1555G  myrtamwiir WIpyymexam  yp
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ayarap 5 (1.76%) xyyxma wmpcdH Oaiina.! Bae JW
(2008) HapbIH cygayraaHi COHCTOJBIH 03pXIIIMITIH 227
XYHHHT coHroH xampyynaxan 2 (0.88%) xynn m.1555G
MYTal¥ WI3PCIH axd?d.’

del Castillo F J (2003) napeiH cynanraanj
m.1555G wmyraumiir Mcnaum rapanraii 649 rap Oyin
OI'IJIOTZICOH X3PUMHMKH YPTBIH MOJMMOP(H3MBIH apraap
wipyymxon 105 mp Oynag wpesH Oaiina.'® Manaii
opHbl XyBbJ P.OpmoHatynranar (2003) HapblH cy/uiaaqus
OYIUiH yaamrail mp Oynuite 130, gynuitH ynamryi map
oymuitn 480, Huiit 610 XyHn mMuToXOHApHAH M.1555G
myTtanuiir TII'Y, OXVII-pIH apraap MHHXIAXAI AyIuil
yramrail 1p Oyidac 32, nynuid yaamryid mp Oymoc 23
JYJIHA XYMYYCT WI3PCaH Oaiina.!! JI3apx cynanraanyy/abH
Yp AyHr3c y33x31 m.1555G myranm nomynsum Oypr
TOIIOPXO¥ XyBHAp TapxcaH Oaiigar 0a COHCrOJ AJJIAIT,
JOYIMAPINIH manTraad 00ipk Oyil Hb TOJOPXOH Xapariax
OaiiHa. MeH coHcronm ajamaiTryi, rap Oy, ynamJ Hb
IYJIMA, COHCTOJ aJJalTTail TOXUOJAON OalXryil racsH
OrYYJIMKTIH XyMYYCHIH yHa 4 m.1555G wispu Galican
Hb OHIUIOT Oaitmaa. Oepeep x31031 MT-RNRI reHuiiH
m.1555A>G, m.1494C>T myranuiir T23ruuja Hb 3aaBaj
JYJIMH, COHCTOJT JIAAITTal 3CBAII y1aM1 Hb MM TOXHOJILI0JT
OaiicaH racoH OryyJIdMXKTIH Oaljarryir xapyyink OaifHa.
Heree Tanaac mpoOaHiubsiH 93K xd3aui m.1555G myraHT
QUIEMAT T9T4 OailicaH 4 aMUHOIVIMKO3M/BIH OYJITrHiH
AQHTUOMOTHK XAPATIIAIYH YYMP COHCTOJI XOBUIH OalicaH.
OHD Hb NOMYJISILIHU AaXb COHCTOJ XOBUMH OYJIAT XYH aMbIH
ayHn 94 m.1555A>G, m.1494C>T myranuyn TOIOpXOid
Tapxantraid Oaix OOJOMXKTOH 0a MyTanMir WIPYYJIdX
CKPUIHMHT XUIX Iaapyiarataid Oaiiraar mitrax oaiHa.

Jyrmsar: bun cynanraaraap SMUIH IIAJITraaHT COHCTOJ
angantrai roxuommnyyn nyunaac OxI1I'Y-aap MT-RNRI
renuitH m.1555A>G wmyrtamur wipyyiacsH 0a TyyHHH
rap OyNMiH 2 THINYYHA WKW MyTanu Oaifraar MipyyJok
ya y1aa. ['eHeasorniia cynanraansl yp JYHII9p NPOOaHIbIH
99k M.1555G MyTaHT ajIequiiH T3r4 X3AUi 4 COHCTOJ
X3BHIH OalicaH 0a maaim npoOaHIsIH rp OyIuiiH Oyca
THLIYYHUHT MyTaIy WIPYYJIdX HIMHKWITIH] XaMpyyJlax,
LIMHKWJITI3 XUHIITIXI3C ©MHO aMHHOTJTUKO3UIbIH OYJITHITH
AQHTUOMOTHK  X3PI3TJIIXIIC  3alIICXWIX — [aapJuiaratai
OaiiHa.
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The detection of MT-RNR1 gene m.1555A>G mutation
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Background: More than 200 genetic mutations of deafness have been identified. Among them, m.1555A>G and
m.1494C>T mutations of the MT-RNR1 gene encoding the 12S rRNA of the mitochondrial genome are unique in caus-
ing drug-induced non-syndromic deafness.' Specifically, carriers of the m.1555G or m.1494T mutant allele have normal
hearing, but acquired hearing loss after taking aminoglycoside antibiotics. In other words, if the carrier of the above
mutant allele does not use aminoglycoside antibiotics, it is possible to prevent hearing loss. International clinical practice
recommends mandatory testing of m.1555A>G and m.1494C>T mutations in newborns or clients before starting amino-
glycoside antibiotics. This type of analysis has not yet entered clinical practice in Mongolia. Also, the lack of research
data on the distribution of the above mutations and the genetic causes of non-medication-induced deafness is the reason
for conducting this study.

Aim: The purpose of this study was to detect m.1555A>G, m.1494C>T mutations of the MT-RNR1 gene encoding mito-
chondrial 12S rRNA in cases with non-syndromic deafness by real-time polymerase chain reaction (qQPCR) method, and
to determine the genealogy of each mutated case and its family.

Materials and Methods: 261 people with non-syndromic deafness and hearing loss who volunteered to participate in the
study. Audiometric tests were performed on study participants, and molecular biology tests were performed on 17 people
with a history of drug-induced hearing loss. The blood sample was taken from the participants, DNA was extracted and
purified, and the results were obtained by qPCR to detect m.1555A>G and m.1494C>T mutations. The sequencing was
performed to confirm all cases in which mutant alleles were detected.

Results: Of the total participants, 58% were male (n=152) and 42% were female (n=110). When hearing loss was classi-
fied by clinical diagnosis based on audiometry, 46.7% (n=122) had deafness, 24.1% (n=63) had sensorineural deafness,
11.1% (n=29) had sensorineural hearing loss, and 2.29% (n=29) had sensorineural hearing loss. =6) had conductive
hearing loss, and 15.7% (n=41) had cochlear implants. In 17 cases of drug-induced hearing loss, m.1555G mutation was
detected in one case. The mutation-positive case was considered as the proband, followed by clinical-genealogical family
and genealogy, samples were taken from 2 members of the proband’s family to detect the mutation, and the m.1555G
mutation was also detected in PCR analysis.

Conclusion: In our study, we detected the m.1555A>G mutation of the MT-RNR1 gene by qPCR among cases of drug-in-
duced hearing loss, and we were able to detect the same mutation in 2 of his family members who agreed to participate
in the study.

Keywords: Aminoglycoside, qPCR, Mutation, Hearing loss, Prevention
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