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Tosu yTra:

YHa3¢e131: DIUIericl YYCoxXd I TOTOO MAITTaaHbl TUHIHX XYBHUT YMBIH
XY49HH 3YHI 3337137 Oereen smmienicuTdii xombooroir 500 rapyi reHyyA
wipdx OaitHa. OpooruitH Gadiamaap 10 eep TepnuitH MOHBI CYBTHIH A37
HAOIKYYIUUT KOAJIONOr TEeHYYAMMH MyTauuy[ Hb IHAITTaaH TOLOPXOMryi
STHIIETICH YYCOX3/ OPOJIIIOT 00J0X Hb TOTTOOTMXK33. 3opuiroe: [antraan
TONOPXOUTYH smmnencutdid mp O0ynn SCNIA rennitH ¢.530G>A Gomon
SLC6A 1 rennitd ¢.863C>T MyTayIbIT TOTOPXOMIIK, YIAMIILTBIH OHITIOTHIAT
cyiax Apra, aprawiaj: DHIXYY CyJairaar aHaJlUTHK CyAalraaHbl HAT
aTIIMHTHITH 3arBapaap XHiDK, MANTraaH TOAOPXOUTYH SMIJIETICHTIH 6, TIp
OynuitH 3pyyn 6 Huiit 12 XyHUAT XampyyicaH. Cynanraad OpoIIOTYIbIH
3axXBIH CymacHaac 3-5 M OyXonm Iyc aBd4, YHIABIPISTYHIH CTaHZAPT
IIPOTOKOJIBIH aryy reHomblH JIHX-uiir nsBpasp sarad aBy, NOJIMMEpasbiH
rurkuH ypBai (I1I'Y)-p1H apraap reHuiiH ©BOPMOI] JapaalIbl OJIIIPYYIICaH.
[I'Y-p1H  OYTISTIPXYYHHHT IPBIPIIYYIDK, CcaHrepelH apraap JIHX-
WAH HYKJICOTUJBIH Japaajljibll TOAOPXOMSIOB. J[33pX aprelH yp AYHD
CodonCodeAligner ver.9.0.1 nmporpam ammrias Yp OIYHTHIH O0JOBCPYYITanT
xuiicoH. Yp ayH: CynanraaHa OpoiordaslH AyHAaX Hac Hb 18.648.2 sxw,
Xy#cnitH OyTI3p a4 y33x31 58% (n=7) sMarTaii, 42% (n=5) Hb 3parTHH
XyMyyc OaiiB. DMHII3YHH YHAJITBIH XIO3PYYA AyHAAAaC XaMTUHH OHAOD
oyroy 33.3% (n=6) xacorumncsH yHanT, 22.2% (n=4) TOHUK-KIOHUK, 16.7%
(n=3) KIOHWK TaTaNTyyx TyC TyC 923%DK Oaiina. Jyrwaar: [anrraan
TOAOPXOUTYH SHHIETICH ©BYMH YJAMIUIBIH OJIOH X37103p33p TOXMOIIOXK
6arina. b, B, E mp Oyayymon ayrocomsrH momuHaHT, XapuH A, I, [ mp
OYITYYII ayTOCOMBIH PEIIECCHB X303 yAaMIIcaH Oaiik 00I30MmITyH FOM.
Tyxaita mp Oynyymsn SCNIA rennitn ¢.530G>A (p.Glyl77Glu), SLC6A41
rerunitd ¢.863C>T (p.Ala288Val) MmyTanmyn WIdpCIHTYH.

1 XypTanx HacaHa HUHMT Hac GapanTbiH 6.6%) OHOLLIOr00
AMUMIIT?, HIATMHIH XaJIaMKHHH aCyyIUTBIT 00JTOBCPOHTYH
Gonroxpir  mraapaax — OaiHa.? CYyaMAH KWV

JIDIIXHUH

Oaiiraarmitn 25% Hp 15-aac goomr HacHBI XYYXAYYX
Gaiimar. [IpnaxuitH HUHT XYH ambiH 20-HOC J0ONI HACHBI
xymyycuita 1%, 75-aac 13311 HacHbI Xymyycuiie 3% Hb
STMJICTICUTI3p OBYMIIIOT THCOH cynanraa omit.! Jlpnxuitn
yiIC OpHYyAaJ OSHHICNCHHH TapxailT, Hac OapaiTelH
Y3YYI2IT eHzep Oaifraa up (Tapxant 1000 xyH ama 6.0,

Vol.18, Ne3, (67) 2022

SMMIIETICH ©BYMH CY/UIAJIBIH acyyJall epreH Lap XypaIsr
Xamapd, SMHYIBYHH 3nekTposuHnedanorpadpu (D31)-nitn
CyJanraaHaac ynam3yid, MOJICKYT OHOJOTMHH TYBIIMHI
TaBUIZAH, [2JIXUH HUWTUHH ©HEeeruiiH IaapUlarblH
Jaryy Jnasapuiad Cy[UlarAax XaHjyaratail 6omk OaiiHa.
DIUICTICUIH JOTOO XYUMH 3YWIHHH ITaNTraaH]l yAMbIH
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XYUHH 3YHII rOJUIoXkK Oairaar oJIOH OPHBI APASIMTII Cy/IIaH
TOTTOOCOH. YAaMIUIBIH IIAATraaHbl JUMIIHXUHUT HOHBI
CyBar yypruiH reHyyn 333pk Oaitna. Tyxainoan, Xydman
XamaapaiT HaTpUiiH HWOHBI CyBruiir komiord SCNIA,
SCN24, xy4a31 xaMaapaiiT KaJIuiH MOHbI CyBIHIT KOJUIOTY
KCNCI, KCNQ2 6GonoH raMMa aMuH OyTHIJIBIH TOCHBI
xyumi 3eeBepierd yypar (GAT1)-uiir xomioruy SLC6A1
X MOIT OJIOH TeHYYIUMH TOAOPXOH X3B IIMHKYYAMNAT
torrooroo Gaitna.>* Omooroop MIIACARK Oyl J193pX
HOHBI CyBar Xxamaapant renyya gorpooc SCNIA, SLC6A41
TeHYY/l Hb SMHAJI3YHH XYBbJ YyXal a4 XoJ100rI0JIToHrooc
rajHa NONyJSIIMAH TyHIaX TapXalT eHIep (GKUIIII0AIT;
JpasetsiH  xammummkuiiH — tapxant  1:20,000-40,000)
0eree;i SIMIEICH XamMaapajiT OJIOH TOOHBI MyTaluyll
TOOPXOMITOTICOH.” MaHail OpHBI XyBbJI T33P TeHYYAUMNT
SMH/I3YHH OHIUIOTTOM YsUIAyylaH cy/julax Miaapjuiara
Tynrapy OaiiHa.

3opuaro: Ilantraan TOZOPXOHIYH »nMIeNcUTIH TIIp
oynn SCNIA rennitn ¢.530G>A 6onon SLC6A1 reHuitH
c.863C>T  MyTauuyAbIl  TOAOPXOMIXK,  yAAMIIUIBIH
OHIUTOTHHUT CyJ1ax

3opuar:

1. HlanTraan TOMOPXOWIYH HSHMIENCHTIH TIp Oyix
YAAMIIUIBIH OHIUIOTMHT KIIMHUK T€HEaJIOTHIH apraap
TOJIOPXOMIIOX

2. [IpoGany OonoH TyyHMH T©3p OyiauiiH 3apum
rutyyasn SCN1A 6onon SLC6A 1 reHuidiH TYranMai
TOXHMOJIZIOX MYTaIly/IIT HIPYYIIIX

Apra, aprawiaj: bun 5sHIXyy cymanraar aHaJUTHK
CyJlaJiraaHbl HAT arlIMHIHIH 3arBapaap XUk ryHIdTIICHH.
Cynanraanj manaTraad TOAOPXONTYH SMHJIENICH OHOIITON
6, TOOHMH SIPr 23X, cajlaH TOPIUHH 3pyyn 6 Huiit 12
xyHuiir 1989 onsl Onon VYincelH Onunencutdit TaMmipx
Xonboo (ILAE)-HbI rapracan xacax, xampyyJnax Iairyyp,
OaraXMiH INUHXKWITYD  OOJOH  MOIPAIUHH  SMUYMKHH
Y3JI3T93p OHOUIMHUT OaranraakyylaH cailH JypbIH YHJICOH
ap xampyyncaH. Cynmanraann oposaunorugon SCNIA
605on SLC6A 1 reHyyauiH MyTalMyAbIT TOIOPXOUIOX 100

Oyxan nycHaac reHomblH JIHX-wiir  suiraH  aBd,
nosumepasbid TuHkuH ypBai (I1T'Y)-biH apraap eBepmert
0ail Japaayulbll  OJILpPYYJaH Tellb  3NeKTpodopesbiH

apraap yp ayHr mairacad. [I['Y-piH OyT33ra3XyYHUUT
1PBIPIYYIDK, Canrepsin apraap JIHX-uiiH HyKJI€OTHU/IBIH
Jlapaaiibll  TOAOPXOMJICOH. J[93pX aprelH yp AYHIUilH
6onoscpyyaanteir CodonCodeAligner ver.9.0.1 nporpam
AIIUIIIaH XUIDK TYHIPTIICOH OOIHO.
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Yp ayn: Cynanraana 6 rap Oyn Tyc Oypasc mianTraaH
TOJIOPXOUTYH SMUJICTICH OHOIITOU 6 TPOOAH]T, THMHUHI A3
9X, CaJlaH TOPIMUH ApyyJs 6 HUHT 12 XYyH XamparzacaHn 0a
IyHIaK Hac Hb 18.6+8.2, XyHCHIlH OYTIPIp aBu y33X31
58% (n=7) smarmoait, 42% (n=5) Hb PArTail XYMYYyC OaiiB.
MeH SMHAJI3YHH YPraJDKUIICOH Xyranaa Hb | JKWiI XypTal
4.8% (n=1), 2-5 xwun 16.8% (n=3), 6-10 xmux 33.4% (n=0),
10-aac mamr xua 45% (n=8) 6ailB. DMHIZYHH YHAITHIH
X3NM03pYYA AyHIaac xaMmruitH enaep Oywy 33.3% (n=6)
X9COrYmICOH yHaNT, 22.2% (n=4) TOHMK-KJIOHHK, 16.7%
(n=3) KIOHHMK TaTaITYyl TyC TyC 333K OailiHa. MeH
maJITraad TOAOPXOUTYH snunencuTd i xymyycuiin 44.4%
(n=8) Hb 3aH TOPXMIH eepwIeNT WPy Oaiican (XyCHIIT

1.

Xycnorr 1. Cynanraana opoJinor4ibiH Tajaaapx
€POHXMIA MIIIIIIII

Jpyya  Onuiencu

Y3yymuaryyn i) =3 XyBb
Hac 30.2+12.1 6.6+4.3 -
Xyiic

Oparii N (%) 3 2 42%

Omorait N (%) 3 4 58%

Snuiencu

Y3yymuaryyn (n=18) XyBb
OMH/13YIH yHaITBIH
x35103p

- X3Carumicsn 6 (33.3%)

- Abcanc 2 (11.1%)

- Kimonuk 3 (16.7%)

- Tonuk 2 (11.1%)

- MHOKJIOHUK 1 (5.6%)

- ToHUK-KIOHUK 4 (22.2%)
Owmrar peduieke 3 (16.7%)
MbapaxyitH eepusient 2 (11.1%)
XenenreeHui ©epuIONT 5 (27.8%)
3aH TOPXUIH eepuIenT 8 (44.4%)

Tainoap: [Llarmeaan mooopxotieyu snurencu, Xygbcazuyyo 600um moo
(n) 6onon oasmamdrcaap (f) UNIPXULULICOCIH.

Cynanraanyn — xamparicaH rmp  OyJiayyauidH
YaaMIUIbIH OHHHOFHﬁF KJIIMHUK TEHEeaJorniiH apraap
TOOPXOMIOXI00 6 Tp OYIMHH XdI XOIPH Y€ YAMBIH
HUUT 49 XYHUUT cyJadraana XaMmpyyiacaH Oeree
yyuuit 36.7% (n=18) snuiencutsit Oycam Hb 3pyYi
X3MO3H TAIMIPDIBIACOH OosHo. Illantraan TomopXouryit
snmenicuTai mp Oynag SCNIA renuitn ¢.530G>A 6omnon
SLC6A]I rennitn ¢.863C>T myTtaunyn wmpcraryi (3ypar

1.
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3ypar 1. Yambin 3ypar 6a JTHX-uiiH HyKI1€0THABIH 1apaajibIl TOHOPXOMJICOH YP AYH.
Taiin6ap: Cynanraana xamparacat 6 rap Oyiuiir A, b, B, I, /1, E 135X M3T MOHTI0J1 LlaraaH TOJTOMH YCI33p TAMI3IIACIH.
bununii cynanraan xamparacas rap Oyiyyad/ ManTraal TOZOPXOUTYH SIMIISTICHITH yAaMIIIIBIH X3109p Hb
3 rap OyJi1 ayTOCOMBIH JJOMUHAHT, 3 T3P OYJIJ] ayTOCOMBIH perieccuB OaiiB.

XommpMiK: DIUIeNcH Hb OyX X2103pyyadp yAaMInux
OOMOMKTON 06reeji TYYHIIC ayTOCOMBIH JIOMHHAHT,
X-XpoMocoM 0a MHUTOXOHIPHIH XPOMOCOMBIH YIaMIINIT
Hb XapbllaHTyl wuX Oalgar. AyTOCOMBIH JOMHHAHT
X2509p39p yAAMIIMX Hb YHJCOH 5 INUHXKYYIATIU Oaiizar.
YyHa ye OYXdHJ eBUIen WIP3X, HAT eI OBUTIH XYYXdI
X3 49 TOpeX OOJOMXKTOH, XYHC Xapraji3axryd eBuIeln
TOXUOJ0X, B3I 9XUMH X3H HOT Hb ©BUTOHU TOXHOJIA0JI

Vol.18, Ne3, (67) 2022

OBUTAM XYYXdI TOpex, 3pYY/d ©BUTIM XYHMH XapblLiaa
1:1 mexek ouMX T3ICOH MANTYYPYYyZX Xamaapaar. Manaii
cynajaraan XxXamparicaH YAMBIH OIIWJICIICH YyAaMIINnX
Gaiifan Hb JP3pX MWAIryypyyarail Taapu 6aitna.>” SCNI1A
reauita rs121918770 myranm Hp ¢.530G>A HyKI€OTHA
COJIUTAICOHOOP aMUH XYWIUiH 177 naxs gapaanaiiy IIAIAH
IIyTaMmaraap COJIMIIO0XOJ HeJIeeJK KOAJIOrY YypruiH yii
QXWJUIaraar angarayyiagar. OHd? TOXHOJAONI YYyPTHilH
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TOITBOPTOW Oaiiian angaraax HaTpUHH WOHBI CYyBTHIH
S2-S3 cermMeHTHIH XOOpOHJ XOJOOCOH IHMTOILIA3MBIH
TOTLOOH/ MYyTaly YYCTra[dr 0eree;l »H? Hb Laanuiaal
HaTpUHH HWOHBI CYBTMHH YW axwoiaraadsl OypaH
anjaraana xypraaor 6aiina.®® SLC6A41 renwniin ¢.281G>A,
c.702C>T,c.863C>T,c.1334A>G, c.1487G>A, c.1643G>A
DX MAITYWIDH OJIOH MyTalHyd Hb SIHICICH Yycraadr.'’
YyHa3sc MaHail cymanraana 9-p JoMd3WH a33p Oaiipiax
c.863C>T HYKICOTHI COJUIICOHOOP AMUH XYWIHIH
288 nmax napaajuielH anaHuH BajduH (p.Ala288Val)-aap
COJIMTZION MYTAlMWT SIWICIICUTIH X0J00H CyJuiacaH.
c.863C>T MyTtanu TOAOPXOMJICOH AYHI 3pYyJ 3ypraa,
SMMIIETICUTIH 6 ToxHuomonx Oyrnaa He C ajuienb WIBPCIH
Oaiiraa Hb yr rap OYJIYYAdA TyC MyTald SIMIIEIICH YYCOX
miajaTraaH OoJoxryi Oaifraar xapyyink OaifHa.

2015 onn KapBunn HapblH cyganraaraap HUMT
644 manTraad TOJOPXONTYH SMUIIENICH OHOIITOW XYMYYCT
cynanraa sisyynaxaa 85 xyua SLC6A1 renuitH 6 myTtanu
WIBPCOH 00ree]1 9Ar3p 85 XyMYYC Hb MUOKJIOHHK-aTOHUK
tarantrail  Oaidican. Tyxainban; MHOKJIOHMK-aTOHUK
tatantraii § OoNoH 16 HAacTail OXWHJ TETEPO3UTOT de
novo 131G>A, ¢.889G>A myrauu WidpcIH Oaiican 0o
9x OonoH oxuHI ¢.863C>T HYKIEOTHIBIH COJIMIION TYyC
Tyc WwpcedH Oaiina. SLC6A1 reuuitn 863C>T myrauuitn
TOXUOJNJONYY] Hb de novo Oaiican OGereej Oyra sxadc
yAaMIIuH Jamkcad OaifHa. Cymiaauuj 3HIXYY TeHUIH
MYTalMy/l Hb MUOKJIIOHUK-aTOHHUK TaTalT YYCIXOJ MITYYTIH
HONeeInK OaitHa rak y3caH.!! DHd Hb OUIHHUI cynanraaHbl
Yp ZyH OOJIOX SMIMJIETICH OHOILITOW XYMYYCHHH BpCIai
Oyxuii reHorunTd xymyycuiH 33.3%-1 HB 93X93C
yIaMINWH JaMokcaH Oalfraarail mydipxk OaiiHa. [laammm
9HIXYY CyAajraar WiIyy ATIPYYIdXUHH Ty MaJITraaH
TOAOPXONTYH SMUIIENCH OHOIUTOM XYMYYCHMH TOOT

HOMAIYYJDK, OYXdJl TEHOMBIH  INMHXKHITIII  XHHX
Hraapjiararail XaMma9H y33k Oaiina.
Jyrasur:

1. [lfanTraan ~ TONOPXOWIYH  SHHJIENCH  ©OBYUH

YVAAMIUIBIH OJIOH XdJI09P33p TOXUONJOK OailHa.
Tyxaitnban OugHuMid cynmanraaHj xamparican b, B,
E map Oynyyman ayTocOMbIH TOMUHAHT, XapuH A, I,
J1 p Oyayyada ayTOCOMBIH PELECCUB X3II03p3Ip
yaamican oaik 0OI30MITYH oM.

2. Tyxaiin mp Oymyymasn SCNIA renumitn ¢.530G>A
(p.Glyl177Glu), SLC6A1  renmitn  ¢.863C>T
(p.-Ala288Val) myTarmy WI3PCIHTYI.
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Detection of SCNI1A4 gene ¢.530G>A and SLC6A1 gene
¢.863C>T mutations in families with idiopathic epilepsy

Tulgaa S', Sugarjav D', Khongorzul O', Ulaankhuu A>, Sansarmaa D?, Enkhgerel Kh?,
Tovuudorj A°, Purevsuren L', Purevdorj I', Jambaldorj J'
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2State Central Veterinary Laboratory, ADDSD

*Dornogovi branch, School of Medicine, MNUMS

*Neuron hospital, Erdenet city

*Department of Internal Medicine, School of Medicine, MNUMS

E-mail: tulgaa@mnums.edu.mn, Tel: 89453525

Background: Genetics factors account for the majority of internal causes of epilepsy, and more than 500 genes associated
with epilepsy have been identified. To date, mutations in genes encoding 10 different types of ion channel subunits have
been shown to be involved in the development of idiopathic epilepsy.

Aim: Identify SCN14 gene ¢.530G>A and SLC6A1 gene ¢.863C>T mutations in families with idiopathic epilepsy and
study hereditary features.

Materials and Methods: This study was conducted in cross sectional and analytical design and involved 6 individuals
who diagnosed with epilepsy and 6 family members healthy with informed consent and questionnaire. In the study,
mutations in the SCN/A4 and SLC6A41 genes were identified by taking 3 to 5 ml of whole blood from peripheral blood,
extracted gDNA according to the manufacturer’s standard protocol, and amplified using specific sequences by polymerase
chain reaction (PCR). The PCR product was purified and DNA nucleotide sequence was determined by the sanger method.
The results of the above method were processed using the CodonCodeAligner ver.9.0.1 program.

Results: The mean age of the participants was 18.6+8.2 years, and in terms of gender structure, 58% (n=7) were women
and 42% (n=5) were men. Among the clinical forms of seizures, 33.3% (n=6) were partial seizures, 22.2% (n=4) were
tonic-clonic, and 16.7% (n=3) were clonic seizures.

Conclusion: Idiopathic epilepsy occurs in many hereditary forms. Families B, C, and F may be autosomal dominant, and
families A, D, and E may be inherited as autosomal recessive. Mutations of ¢.530G> A (p.Gly177Glu) of the SCN1A4 gene
and ¢.863C>T (p.Ala288Val) of the SLC6A1 gene were not detected in these families.

Keywords: Dravet syndrome, generalized epilepsy with febrile seizures plus, myoclonic-atonic seizures, clinical
genealogy, clinical symptoms.
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