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Tepeut oifpror Yumcmn: Jlezoxkcupubonyknein xyuun (AHX)-wiiH mMHKAIrs Xuix
Maraiax XyBb Hb y/aM TOPJIMIH XYMYYCHIH XaMmaapJbll Marajjaxaja ad XoJOorIoJToiH
Vxun TecT Gaiiiibig Gaitnar.! 2019 onsl Gaiiamaap 26 cas opurM xyH JJHX reHOMBIH IIHHXUIT)
MHIEKC XHUIITICOH TCOH TOO 0apUMT Oaiimar Oeree]] MX’HX Hb YAMBIH Xamaapiaa
[ eHeTUKMIH OIOH TOMOPXOMITYYIaX 30PUITO0p YT IIMHKHIMIAT XUHIr»K33.> MOHION XYHHI
an3 Gaitnan YAMBIH CaHTMWH AIOYyJIryH OalaibIr Xamraaiax, Iyc OHpTOINT, YAaMILIbIH
Tepe: oipToITHIH ©OBUHOOC COPIUIIIIX, XYHUH T€HETHKUHH OHOIIMITOO0, SMUYMIII), TeHUIH
K03 PULIEHT CaHTHHH al0yNTYH OaiUIbIT 30XHILyyJIaX acyyUIyya Hb MOHTOJ YJICBIH XYBbJI

yyxan acyynaan Oosicoop Oaitna. Uitma ayrocombrn bBJI/I-bIH mIMHKMITAT
TOPOJI OUPTCOH AP OYIIYYAMIH AyH] XUIX Hb OJIOH TAJIBIH a4 X0JI00T10ITOH
ydpaac yr cyaajiraar XWX YHIPCIa1 0oiutoo. 3opuiro: Tepen oipTcoH
rIp OymmitH rumyyauiir OoruHo mapaamnbiH aastant (BJ)-piH ananms
ammriIan cyuiax. Apra, apraaian: Cynajiraan] acyyMx 00JIOH TeHeaJoTrnitH
apraap TepeJ OMPTCOH IIPIIIT ACAX Hb OaTanraaxcad HUUT 31 rap OynuitH
114 oponmoryasir xampyyscad. Tepea oWpTCOH rap OyNMH THIIYYAWHH
ayrocoMblH BJIJI-ptH 19-21 mapkepyynsin amnenuyasir Globalfiler express
PCR amplification ypBainkuiiH OMOT amIUIiiaH TOxOopXomk, Genoproof
Suite v1.0 6a Powermarker v3.25 mporpamMm XaHTaMKyy[AbIl alllUIJIaH
OMOCTaTUCTUKUIH YTIyyA, Yp AYHT Toomjoo. Yp ayH: 31 mp Oynuiin
ayrocoMblH BJ/1/I-biH MapkepyyabiH OomuT p-ytra (exact p-value) FGA
Mmapkep (0.0302), CSFIPO wmapkep (0.0029)-t Tyc Oyp XamruiiH Oara
TOZOPXOWIIOTIICOH Hb CTATHCTHK ad XoJOOraonTod OaiiB. Ymam TepiuitH
xamaapanraid 8 rap OynuitH 10 XyyXayyas: roMO3UToT aJljIeTHiiH 93J19X XyBb
27 GalicaH Hb XaMI'Mi{H eHep OaiiB. 31 rap Oymaac 14 rap Oya ynam Tepiuita
Xamaapaiaryi, 9 rap Oyn yaam TepiuiiH XxaMaapalnryir O6atiaax OOoJIOMXKIYH,
8 rp Oyn ymam TepiaMiH Xamaapairail I'»K Tyc TyC TOHOPXOMJIOIIIOO.
I'enetnkniin onon sn3 Oadman (H, ) SE33 mapkepr (0.8982) xamruiin
ennmep, CSFIPO wmapkept (0.6542), D2S441 wmapkepr (0.696) xamruiin
Oara Oaiixaap TyC Tyc TOOLOOJIOTAI00. Tepen oWpTONTHIH KO3((HUIHEHT
(f) D22S1045 mapkepr (0.33) xamruitn enmep, D10S1248 mapkepr (0.1)
XaMruifH Oara Oaitmaa. Jlyreant: 1. Tepen ofiprcon 31 rp OymyyawitH HuAT 114 THIIYYIUH ayTOCOMBIH OOTHHO
JlapaajuIbIH aBTAITHIH MAPKEPYYAbIH JUICITNYABIT TOAOPXOHI0B. THMCHI9p y1aM TOpInitH XaMaapiIbIl Marajijiax XyBb,
VDKW TOCTIH Oal/UTIH MHAEKC, TOMO3HTOT/TETEPO3UTOT AJUICITUIH Xapbliaa, aJUISIIUIH 1aBTaMXK, TCHETUKUIH OJIOH SH3
Oaiifan, Tepes OUPTONTHH KOA((GHUIIHEHT, OOIUT p-yTra 33pTHHT TOOIOX OosoMkTON 00710B. 2. Tepen ofiprcon 31 rap
OYJNYYIOWITH yaM TOPIUHH XaMmaapibll MaraajiaX XyBb, KU TOCTIH OalIUTHIH MHICKCHWAT XapbIlyyilaH cymraxan 14
mp Oy yaaM TepnuitH XaMaapairyd, 9 rp Oyl yaaMm TepiuiH XaMaapairyWr 0ariax OoJOMXKIyH, 8 rap Oyn yaam
TOPIUIH Xamaapantaid TOAOPXOMJIOracoH Hb ayrocoMmblH BJI/I-bIH aHanu3zaap yjaaM TepiauilH Xxamaapibsir 3-4-p ye
XOOpOHJ Marajyax, 1-2-p ye X0opoH 0aTatrax 0OJIOMKTOWT XapyyinaB. 3. Tepen olpTCcoH Tap OYIYYAdA TeHETHKHITH
onon a3 Gaiman (H , ) SE33 mapxkepr (0.8982) xamruitn onop, CSF1PO mapkepr (0.6542), D25441 mapxkepr (0.696)
XaMTHIH 0ara, Tepern olpTonTsH kKodpdumnmeHT (f) D22S1045 mapxkepr (0.33) xamruiin ennep, D10S1248 mapkepr (0.1)
XaMTHiH 0ara Tyc Tyc Togopxoitnoracon, CSF1PO 6omor FGA MapkepyynblH OOTUT p-yTra CTAaTUCTHK ad XOJIOOTIOITON
OalicaH Hb TOPOJ OUPTCOH 3P OYIHIH ymam TepiuitH xamaapisir YHAXI1 SE33, CSF1PO, D22S1045, D10S1248, FGA
Mapkepyyn, Yyraac CSF1PO mapkep gyxai ad Xon0ormonTon 6aifHa rax y3imoa.
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Opyyn Monouiin lunocnax Yxaan Comeyyn

Yumemua:  Jlesokcupubonykieitn  xyumn  (JAHX)-
UHH IIMHXKWITIY XUIX Hb yAaM TepIUHH XyMYYCHITH
XaMaapipll Marajjgaxaja a4 xombormonToi  Oaiimar.
2000-aaz OHBI 3X9H yeac OJIOH yicaj reHeanoruitn JJHX
LIMHKUIITIAT XUHK 9X370K93. 2019 oHbl Oaitiaap 26 cast
opurM XYH JIHX reHOMBIH HIMHXKUITI) XUIITICOH TICOH
TOO OapuMT Oaiijar 6eree]] NX’HX Hb YAMBIH XamaapJiaa
TOAOPXOMITYYJIaX 30PHIT00P YT IIHHKUITIIT XHUAITIKII.?
JHX-uilH MUHXUATHANR TOpIyyadI Y-XpOMOCOMBIH
6oruno napaayurteiH gaBtant (BJIJ1), HAr HyKI€OTHIBIH
noiumopdusm  (HHIT)  TomopXxoiinoX, MHUTOXOHIPBIH
JHX-uitn  HVR-1, HRV-2 OycyymuitH nmapaaman
TOTTOOX HIMHXMITI, ayTtocoMmblH BJIJ[ Tomopxoiimox
mHKWIrdHYYA Oartmar.’ BJIJ] mmr v JIHX-uitn
2-7 HyKJIEOTHAYYIl AapaanaH jaBrargax, 8-100 xypranx
HykieoTuabiH yprraii JIHX xopummiir xamox Oereen
MOH MMKPOCATEJIJIUT, XyBbCaX HYKJIECOTHU/BIH JapaalibiH
JaBTanT 33praop HpmdAr. BJIJI Hb XYyHUIl T€HOMBIH
3% opumbir 33319r. BJI/I-yynbiH uxsux xyBb Hb JJHX-
WHH MHTPOH X3COIT OpIIMX 0a THArIdpHiiH 30BX6H 8%
OpYUM Hb 3K30H X3COIT opuyror Oaina.! OioH yican
ayrocomblH BJIJ[-pin JIHX mumuXuirHuii Tepein apra,
aprawiajgbll MIYYX MUHKWITOHUA [HHAIDX yXaaH[
a1r, 9x Torroox, JHX wmomosmumitH can Oypayyiox,
MAMT  XOpIrTHUM  cokurtHuid  JAHX-uitH  mMapammuiir
aAWITTaH XapbllyyjaX, yAaM3YMH IIHHXIAX YyXaaH.
yAaM, cajlaH TOPIUNH XaMaapalTall 3COXMIr Mmarajaiax
OpreH Hap XypadHj amuriax Oaiina. Ayrocomsn BJIJI-
biH JIHX-MiH MUHXUWIM9HUN aHAU3 Hb XYHUIT eepTail
Hb aJWITraH XapblyyJax, 13T, 39X, XYYX3J, TOPCOH ax
ayycuiir Oyroy 1-2-p yewiH Xamaapibll MXKHI TOCTIH
OaifITIbIH MHAEKC, YJaM TOPIHMIH Xamaapibll Marajax
39p3r  OMOCTATHCTUKMMH  TOOLOOJUIBIH  YTTYYJbIH
XaMTaap Marajyiaxaj eHJep HapuiiBwiaiTaii Oaiimar.’
Onon yncein SWGDAM, ENFSI mx M3T MMHKIIX
yXaaHbl Oalryysiaryynaac SIPr, 39X, yJaM TOpJIHiH
Xamaapajql ~Marajaigax, OCBAI  IHIYYX [IHHKWITIHUH
3opwiroop ayrtocombin BJIJI-pmH  JIHX mmnxuarasr
TYHIPTIAX TOXUOJJIONA TaBUTaX LIaapAajara, yIupaaMx,
36BIOMXKYYAUIT OojoBcpyynan rapragar.®® Monron
XYHMH YIMBIH CaHTMHH aloyiryid OailJuibir xamraaiax,
1yC OHPTONT, yAaMIUIBIH ©BUHOOC COPIUIIIIX, XYHUN
TEHETUKUIH OHOIIMITO0, SMYWIID), TEeHUWH CaHTUNH
AIOYNTYH OalambIr 30XMIyyJax acyyuryyx Hb MoHTron
VICBIH XYBBJl 4YyXal acyyhal Ooscoop OaiiHa. Miimy
ayTocoMblH BJI/I-bIH MIMHKUITI3T Tepesl OMPTCOH IIp
OYJIYYIUITH TyH]I XUIX Hb OJIOH TaJIbIH a4 XOJIOOTI0JITOM
yupaac yr cyJajiraar Xuix yHIICI1 00JLI00.

3opuaro: Tepesn olpTCOH rIp OYIIMIH MMITYYAMNAT OOTHHO
JlapaajiibiH JaBTAJITHIH aHAJIHM3 AlllUIJIaH CyJuIax

3opuar:
1. Tepes olipTCOH ra3p OYJIMIH TUITYYIHIH ayTOCOMBIH
OOrMHO  JapaajyiblH  JIaBTITBIH ~ MapKepyyIblH

AJJIEINY IBIT TOAOPXOIMIOX

2. Tepesn oWpTcoH rp OYIMHH THUIIYYIUHH YyAam
TOPJIMIH XaMaapJibll' Marajyiax XyBb, MKW TOCTIH
OalaIbIH  MHICKCHHT TOJIOPXOWIDK, XapbllyyJaH
cyanax

3. Tepesn OHPTCOH I'3p OYIMIH TMUIYYAMNHH aIeIHiH
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JABTaMX, TCHCTUKUWH OJIOH sH3 Oaiimam, Tepes
OUPTONTHIH KO(PGHULUNEHT, OOJUT p-yTra 33pruir
TOJIOPXOIIDK, XapbllyyJaH Cy uiax

Apra, apraunaj: DHIXYY TOXHOJUIBIH cynanraar 2023
oHbl 6 capaac 2024 onsl 11-p capblH X0OpOHA AHaraaxbslH
umxiax Yxaans! YHaacauit Ux Cypryyns (ALLTY YUC)-
nitH buo-AHaraaxslH Xypa2i3H OojioH bro-Anaraaxein
cypryyiuiiH  Mosiekysl  OHOJIOTH-YIaM3YHH — TOHXUM,
MeH “bonaBurta” XXK-uiiH I'eHeTHKHIH nabopaTopuiir
TYWUIIH XUIDK  TyHIpTrams.  CypanraaHsl  acyymk
0O0JIOH TeHeaJIOruiiH apraap Tepes OWPTCOH TAPIAIIT TIK
GatiarjcaH 9CBIJ CIKUIIIIICOH IIP OYITYYAIA aCyyMKHUL
XapuyJicaH Oaiiian OypaH, 3aXblH Cy/JjacHaac 1yc aBarjcaH
Oaiix mranryyp taBuH, Jlopaoros, Jlynaross, ['oBb-AnTaii
aiMruiia HUT 114 oponuoryasir xampyyJicad. Cyganraar
AIIYYUC-nitn  Cypanraansl  €c  3yHH — XSHAITBIH
xopooHbl 2024/03-05 TOOT XypJIbIH IIUHIBIPUIH Jaryyx
36BIIEOPIINITH XYPIIH] CyAAITraaHbl €C 3yHH XOM XIMKIIT
OapuMTIIaH XWIDK TYHIRTrAI93. Tepen OHpTCOH TIp
Oy/NuitH THUIIYYAMIHH ayTOCOMBIH OOTHMHO JlapaaulblH
JIABTAITHIH QHAIM3BIH yJaM TOPJIMHH Xamaapairyur
MaraJuiax XyBb, FKHJI TOCT OaWIJIbIH HMHAEKC 39PATT
YHIDCIDH yAaM TepiuiiH Xxamaapainryd (>99.73 -70%),
yzam TepiuiiH xamaapan Oatnax Ooxomkryi (30-70%),
ynam TtepnuitH xamaapanrtait (<30%) rcaH 3 Oyiorrt
XyBaaH, XapbllyyjaH cyuiaB. Cynanraasy opoJordsooc
TAHWYJICAaH  3OBLIOOPIMHAH  XyyJcaap  JAaMKyyJiaH,
CyJaJIraas]i OpoJILIOX 36BIIOOPOJT aBCaH.

Cynmanraasg oposoryabie 0yxan irycnaac JJHX
sarax QIAamp DNA blood mini (Qiagen) ypBayoKuitH
momruir ammnian JIHX suraxk, sx rapisir Nanodrop
cnekrpodromerp ammurian xamkedH. 20X Low TE Gydep
pH7.5 GosoH HykieasryibkyyincaH yc ammrian JJHX-uitn
9X TrapusIr 250 Hr/MKI Oaiixaap IUHIDIDK, IHHTIIDITHAT
Qubit 1X dsDNA HS yycman (Thermofisher Scientific)
ammniad Qubit GurropoMeTp 193p XIMKWITHHT XUHB. Pro-
flex 96 III'Y ToHor Texeepemx 1a3p GlobalFiler™ Ex-
press PCR Amplification ypsamkuiin riomor (Thermofish-
er Scientific)-uiir ammrian JJHX-uitH ayTocOMbIH OOTHHO
napaamuisia narant (D3S1358, vWA, D16S539, CSF1PO,
TPOX, D8S1179, D21S11, D18S51, D2S441, D19S433,
THOI, FGA, D22S1045, D5S818, D13S317, D7S820,
SE33, D10S1248, DI1S1656, D12S391, D2S1338)-biH
MapKepyyasIr onmpyyias. JJHX-uiiH ayTocoMblH O0rnHO
JlapaajuiblH JIaBTAITBIH 3JIEKTPO(OpE3bIr siByyaaxaaa 36
CM Kanmwisp, aHon, karon Oydep, POP-4™ momimep,
Hi-Di™  ¢opmamun, nagnep, GeneScan™ 600 LIZ™
v2.0 xomka9Hui cranaapt (Thermofisher Scientific)-nir
amuriad 3500 reHeTuk aHaiau3arop A33p xuiB. GeneMap-
per™ID-X Software v1.6 mporpamm xaHraMKHHT alliirian
JIHX-uiiH ayTOCOMBIH OOTWMHO JapaajuiblH JaBTaJThIH
MapKepyy/IblH aJUIeINYIBIT Togopxoiicon 6on Genoproof
Suite v1.0 mporpamm xanramx (Qualitype GmbH)-uiir
alllUIIIaH y/laM TOPIMHH XaMaapibIl Marajyiax XyBb, HOKUII
TOCTHH OAMUIBIH MHAEKCHUT TOOLOXK Yp AYHTHIH aHan3
XUHB. YaM TepiauiiH Xxamaapanryi 3cax, 1-p yeuiH yeam,
SI3T ACBAT 3X HIITIH ax Jyy, ad ICBAII 333 XYYXdJ, aBra/
Harai-aBra yy/Harai Jyy, TOPCOH ax JyycC, SI3I' ACBAII
9X 0aiiX I'ICHH aHAIM3BIH TOPIYY TYC OYpA MKW TOCTIN
OalnnbIH  MHIEKC OOJIOH yAaM TepIHiH XaMmaapJibir
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Marajjiax XyBb 39p3r CTATUCTUK YTT'YYABIT TOOILJI00. MeH
Powermarker v3.25 v1.6 mporpamMm XaHramX allIWriaH
AICITUITH TaBTaMXK, FTCHCTUKHUITH OJIOH sSIH3 Oaiizai, Tepe
OUPTONTHIH KO3(PPHUIUCHTHIT TOAOPXOUIIOB.

Yp ayn: Cynanraansl acyyMsK OOJIOH FeHEaJIOTHiiH apraap
cymiarnacad 31 mp Oymuita 31 npobann, 31 nmpobaHIbIH
9XHAp, 29 1Ip OymmitH npoGaHiblH 52 XYYXIYYIUHH
aytocomMblH 19-21 0OormHO JapaajulblH  JIaBTAITBIH
MapKepyyAblH —aUICIUyAbI TYC TyC TOJOPXOMHJIOB.
I'omoszuror/rereposuror amtenuitn xappuaa (HR/HeR)
yJlaM TepJIMIH Xamaapanrai 8 rap Oynuiin 10 xyyxayyun
0.27/0.73, ymam TepiMiH  Xamaapairydr —Oarmax
6ostomxryit 9 rap Oymuita 20 xyyxayyma 0.2/0.8, yaam
TOPIUHH xamaapanryi 14 mp OymuiiH 19 xyyxayymon
0.13/0.87 Tyc Tyc Gaiinaa.

Huiit 31 rap Oymac 14 rp OynauiiH npobani,
TpOoOaH IBIH 3XHIP XOOPOH/IBIH y/IaM TOPIIMIH Xamaapairyi
Oaiix wmaramian >99.73-70% (mynmax 81.90%) Oyroy
yJlaM TOPJIMIHH Xamaapairyi, 9 rp OyiuitH yaM TepiinitH
xamaapanryi Oarx maramian 30-70% (mysrmax 51.68%)
OyI0y yJaM TOpJIHMHAH XaMaapairyur OatTiiax OOJOMXKIYH,
8 mp OymmiiH yaaM TepiMiH Xamaapairyd Oaiix
Maraan <30% (mynnax 16.11%) Oyroy ynam Tepiuitn
XamaapainTaii 60JI0X Hb TYC TYC TOAOPXOHIOT100. Bynar
Oypn wxwui Tect OaitmibiH uHaeke | OaitB. Huiit 29 rp
OYJIMIAH 31T, XYYXIUIH XaMaapaiTail 0aiix maraiajibiH
XyBUUH nyHAaK 91.26%, WKW TOCT OaliUIbIH UHICKCUITH
ayHaax 7.64x10" GaiicaH 9X, XYYXIUWH xamaapanrtan
Oaiix mara/ulanelH XyBUHH AyHIax 83.33%, vkui Tect
GaituieiH nHACKCHIAH ayHaax 1.53x107Tyc Tyc OaiiB.

31 mp OynmiiH XOCyyAaJa ayTOCOMBIH OOTHHO
JlapaaJiiblH  AaBTaNThiH 19 Mapkepuitn 173 annenuitn
JaBram Tomopxoitiicnooc FGA  mapkepuitn  Ooaut
p-ytra xamruiia 6ara (exact p-value 0.0302), Tanraspuiin
XYyxXayymon 157 amnenuiiH AaBTaM>k TOAOPXOMIICHOOC
CSF1PO mapkepuiiH 60oquT p-yTra xamruiin Oara (exact
p-value 0.0029) Tyc Oyp TOJOPXOMIIOTICOH Hb CTATHCTHK
ay xonbormonroi OaiB. SE33 mapkepuiiH T€HETHUKHIH
onloH An3 Gainan (H , ) ynam Tepnuiin xamaapanTaii Oaix
MarajutanTai 8 mp Oymuita xocyynazn (0.9222) xyyxayyn
(0.86), ynam TepynitH xamaapairyir 0amiax 0OJOMKIyM
9 mp Oymmitn xocyynan (0.9167) xyyxayyx (0.8938),
ylaMm TepJIMiH Xamaapairyid Oaiix marajtantaii 14 1ap
oyn (0.9082) xyyxayyxn (0.8888) -m xamruitH eHpmep
Oaiixaap Tyc Tyc Ttomopxoittoracod. Xapun CSFI1PO
MapKepHiiH I'eHeTHKMiH oJloH sn3 Oadiman (H_) 8 rop
oyn (0.6978) xyyxayya (0.6450), 9 rp Oyn (0.6528),
xyyxayyn (0.6213)-n xamruitH Oara Oaiixaap Tyc Tyc
Tojopxoitorncon 6on D2S441 mapkepuilH TeHETUKUITH
onoH aAn3 Gakinan (H, ) 14 rap Oyn (0.6945), xyyxayyn
(0.6975)-n xamruiiH Oara Oaiixaap TOJOPXOMIIOTIKII.
Tepen oiiprontein koddduument (f) ymam Tepimitn
xamaapaitail Oaiix marajyianrtail 8 rap OyJauiiH Xocyyaan
(D2S1338 mapkep 0.1765) xyyxayya (D22S1045 mapkep
0.3284), yaam TepiuiiH xamaapaiaryur 0aTiax 00JIoMKIyn
9 mp OymuitH xocyymax (D7S820 wmapkep 0.2695)
xyyxayyn (D12S391 wmapkep 0.2196), ymam Tepiuiin
xamaapanryi Oaix maramianrait 14 rap O6yn (D8S1179
mapkep 0.3277) xyyxayya (D10S1248 mapkep 0.1029)-1
XaMI'MiH eHJep Oaiixaap Tyc TyC aXuriaraiaa.
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Xammmek: Rolf Fimmers (2008) nHapeiH cynanraaraap
yaaM TOpIUiH XaMaapairyi, TOpceH ax ayyc, l-p yeuitH
Y€3I1, Harar/aBra/aLar CBAJI 9X HATTAW ax Jyyc racaH 4
anruaap 15-26 ayrocomsiH BJI/I-bIH XOCOJICOH aHAN3
xuitcon’ 6ox OupHuit cynanraang Genoproof Suite v1.0
porpamMM XaHramkaap yAaM TOpJIMHH XaMaapaliryi,
TOPCOH ax JYYC, AIAI/AX XYYXd[, l-p yewdH yean, suar
9CBAJI 9X HAITAH ax Jyy, a4 3CBIIT 390 XYYXdJ, aBra/Harail-
aBra Jyy/Harail yy T3c3H 6 anrmuiaap 19-21 ayTocoMbiH
BJI/I-piH aHanu3 XuHCOH Hb WYY HapuiBYMIICAH Y
IYH aBax Oosiomkrod Oaimaa. Elvira Ventura Spagnolo
(2017) napeia yaam tepimiiH xamaapanryit 120 xymyyc
Oyxuit Cunmin XYH aMblH TONYJSIOM J1aXb ayTOCOMBIH
17 BAI-bIH MapkepyyJ TOIOPXOMJICOH CyAaiaraaHsl yp
JIYHT99p TeHETHKMHH OJIoH siH3 Oainan FGA mapkepr
(0.8583) xamruitn 0ara, THO1 mapkepr (0.93) xamruiin
onzep'®, Tibor Varga (2003) HapbiH cymanraadjg YHrap
yacan ambaapd Oyt 31r, 93X Hb Monron 102 xymyycuitn
aytocoMblH 15 BJIJI-piH Mapkepyyd, Y-XpOMCOMBIH 5
B/1J1-pIH MapKepyyAbII TOJOPXOMIIK, yp TYHIHHH aHAIN3
XMUX3]] TCHCTUKUUH OJIOH siH3 Oavjman FGA wmapkept
(0.8137) xamruitn ©Oara, D8S1179 wmapkept (0.93)
XaMTUHH OHIOp TYC TYC TOJAOPXOioracon' 6oy GuHui
cynanraaraap MOHIOJI XYH aMbIH HOMYJIALH JaXb TOPO
oiiprcon 114 xyMmyyc ayHOax TIeHETUKUIH OJIOH $H3
baiiman SE33 mapkept (0.8982) xamruiin ennep, CSF1PO
mapkept (0.6542), D2S441 mapkept (0.696) xamruiin Oara
Tyc Tyc OaiiB. Lagabaiyila Zha (2014) napsin ©OMO30-
Hel XopuuH ayypruitH TyHIs0 XOTBIH yjaaMm TepIuilH
XaMaapaiaryi 523 MOHrog4yyasIl XaMpyyJICaH XYH aMbIH
nonyssiuuiie cynanraang CODIS-uitn 6yc aytocombrn 21
BJIJI-p1H Mapkepyyd TOAOPXOMIK, Yp AYHIMHH aHau3
XUHX3J] TeTepo3UroThIH TapXantelH epreH 0.62-0.80,
rOMO3HTOTHIH TapxaiTeiH epreH 0.19-0.37 Gaiican'? 6on
OuaHMI cynairaaraap TeTepO3UTOThIH TapXaJlThlH ©ProH
0.73-0.87, romo3urorslH TapxanTtbiH epred 0.13-0.27
OaiicaH Hb ©6p XOOPOHI00 sUIraaTai 6aitaa. Eun-Ji Choi
(2017) napsiH cynanraaraap yJaM TOPIMAH XamMaapairyi,
XapbLUaHryH 3pyyn 267 xymyyc Oyxuit MOHToJ1 XYH aMbIH
oMy J1axp ayrocomblH 21 BJIJI-bIH Mapkepyyasir
TOJOPXOMIDK, aJUICJIMIH JaBTaMX, OWOCTaTUCTUKUIH
Oycaa yp IYHT TOOLOO/DK?3.'* DHIXYY CyjpanraaHbl yp
JIYHT93p T'€HETHKUHH OoJoH sH3 Oaiinan SE33 mapkepr
xamruitH eHzep (0.9376), TPOX wmapkepT XamruiiH
Oara (0.6142) axwuryarican 0on OWJHUK CynanraaHsl yp
JIYHI'33p Tepeil oWpTcoH rp Oymyyma SE33 mapkept
xamruita enziep (0.8911), CSF1PO mapkept xamruiin Oara
(0.6550) axwurimaracaH Hb yJaM TOPJIMHH XamaapalTaid
9CIXIIC YII Xaprajizad MOHI0JI XYH aMbIH MOMYJISIIHU 1aXb
SE33 mapkep 1aXxb reHCTUKUIH OJIOH sTH3 Oaii1an XaMIHiiH
eHmep OariHa. TyyHwdH 3HAXYy cymanraann CSFIPO
6omon FGA wmapkepyyl CTaTUCTHK a4 XOJOOTIONTOM
OalicaH Hb OMIHUI CyjanTaaHsl Yp AYHTIH mxui Oainaa.
J3px cynanraaHyyJbslH TYYBPI3p COHTOCOH XYH aMbIH
MOMYJISIM, ayTocoMblH BJIJ[-bIH MapkepyynbslH Tepe
39prasc XxaMmaapaH T'eHETUKUIH OJIOH sH3 Oaijan mapkep
OYpZ eep X0OPOHI00 suraaTaid rapy 0aifHa Ik Y3J199.

Jyruaur:
1. Tepen oiiprcon 31 mp OynyyauitH Huiit 114
THLIYYIMHH ~ ayTOCOMBIH ~ OOTMHO  JlapaaJulblH
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Opyyn Monouiin lunocnax Yxaan Comeyyn

. Tepen

JIaBTAJITHIH MapKepyy/IblH AJJICITHY IbIT
TOJOPXOMIIOB. IHIICHA3D y1aM TepIIMitH XaMaapJibIr
Marajuiax XyBb, VKWJI TOCTdH OallJUIbIH HMHIEKC,
TOMO3UTOT/T€TEPO3UTOT anjenuitn Xapbliaa,
QJUIEJIMHAH JJaBTaMK, TCHETUKUIH OJIOH sH3 Oaiiyian,
TOpes OWPTONTHIH Kod(h¢uuueHr, Oogur p-yrra
39PIHUT TOOLOX OOJIOMIKTOH OOJIOB.

. Tepen oiiprcon 31 mp OyIyyAMiAH ynaM TepuiiH

XaMaapJipll Marajijiax XyBb, WKW TOCTIN Oai/uIbIH
MHJICKCUIT XapblyyJiaH cymiaxan 14 rap Ooyn yaam
TOPJIMIH Xamaapairyi, 9 mp Oya yaaMm TepiuiiH
XaMaapairyir o6ariax 00JIOMXKIYH, 8 rap Oys yaam
TOPIUHH XaMaapaiaTail I'’K TOMOPXOMIOTIACOH Hb
ayrocomblH BJIJI-bIH aHanu3aap ynam TepIHiH
XaMmaapisll 3-4-p ye X0opoHA Maramiax, 1-2-p ye
X00poH]| OaTtaTrax OOJOMXKTOUT XapyyJias.

OWpCTOH TIp OyIYYyIdA TEHETHUKHIH
onon sn3 Oaiman (H, ) SE33 mapkepr (0.8982)
xamruiitH ~ ennmep, CSFIPO wmapkept (0.6542),
D2S441 wmapkepr (0.696) xamruiin ©Oara, Tepein
oiipronteiH ko3 puument (f) D22S1045 mapxkepr
(0.33) xamruiin enmep, D10S1248 mapkepr (0.1)
XaMruiiH O6ara Tyc Tyc Tomopxoitnoracon, CSF1PO
6oon FGA MapkepyyablH OOAHUT p-yTra CTaTUCTHK
ay xoyoornoiTol OaiicaH Hb TEPeN OWPTCOH TP
OynuitH ynam TepiuitH Xxamaapibir YH19x1 SE33,
CSF1PO, D22S51045, D10S1248, FGA mapkepyyn,
yye?ac CSFIPO mapkep uyxan a4 XOJOOTIONTOM
OaifHa TK Y37133.

Howm 3yii:

1.

Kennett D. Sense about genealogical DNA testing. Sense About
Science. March 15, 2013.

Regalado A. More than 26 million people have taken an at-home
ancestry test. MIT Technology Review. Published 2019. Accessed
February 12, 2020. https://www.technologyreview.com/s/612880/
more-than-26-million-people-have-taken-an-at-home-ancestry-
test/

13-

3. International Society of Genetic Genealogy. Genetic genealogy,
autosomal DNA, Y-chromosome DNA, mitochondrial DNA. Ac-
cessed February 12, 2020. https://www.isogg.org

4. Fan H, Chu JY. A brief review of short tandem repeat mutation.
Genomics, Proteomics & Bioinformatics. 2007;5(1):7—14. https://
doi.org/10.1016/S1672-0229(07)60009-6

5. Gjertson DW, Brenner CH, Baur MP, et al. ISFG: Recommenda-
tions on biostatistics in paternity testing. Forensic Science Inter-
national: Genetics. 2020;47:102327. https://doi.org/10.1016/].
fsigen.2020.102327

6. Scientific Working Group on DNA Analysis Methods. Overview
of Investigative Genetic Genealogy. Approved by the Scientific
Working Group on DNA Analysis Methods. Published February
18, 2020.

7. Gill P, Brinkmann B, d’Ajola E, et al. Considerations from the
European DNA profiling group (EDNAP) concerning STR nomen-
clature. Forensic Science International. 1997;87(2-3):185—192.
https://doi.org/10.1016/S0379-0738(96)02188-0

8. Bodner M, Bastisch I, Butler JM, et al. Recommendations of the
DNA Commission of the International Society for Forensic Genet-
ics (ISFG) on quality control of autosomal Short Tandem Repeat
allele frequency databasing (STRidER). Forensic Science Inter-
national: Genetics. 2016,24:97—-102. https://doi.org/10.1016/].
fsigen.2016.06.008

9. Ventura Spagnolo E, Mondello C, Procaccianti S, et al. Allele
frequencies distribution of 16 forensic STR loci in a Western Si-
cilian population sample. Egyptian Journal of Forensic Sciences.
2017;7(13). https://doi.org/10.1186/s41935-017-0013-y

10. Fimmers R, Baur M, Rabold U, Seifried E, Seidl C. STR-profiling
for the differentiation between related and unrelated individuals in
cases of citizen rights. Forensic Science International: Genetics
Supplement Series. 2008;1(1):510-513. https://doi.org/10.1016/].
fsigss.2008.01.002

11. Varga T, Keyser C, Beer Z, et al. Short tandem repeat data analysis
in a Mongolian population. Legal Medicine (Tokyo). 2003,5(Suppl
1):8156-S159. https://doi.org/10.1016/s1344-6223(02)00130-x

12.Zha L, Liu Y, Guo Y, et al. Genetic polymorphism of 21 non-CODIS
STR loci in the Chinese Mongolian ethnic minority. Forensic Sci
Int Genet. 2014;9:e32-e33. doi:10.1016/j.fsigen.2013.08.010

13. Choi EJ, Park KW, Lee YH, et al. Forensic and population genetic
analyses of the GlobalFiler STR loci in the Mongolian population.
Genes & Genomics. 2017;39(4):409—416. https://doi.org/10.1007/
513258-016-0511-6

Vol.20, Ne§, (84) 2024



DPOosm WUHIHCUIZIIHULL O2Y YT

Some results of autosomal short tandem
repeat analysis for family members

Buyandelger B', Otgonbyamba®, Odongoo F, Nurlan K, Chantsaldualm G°, Solongo E,
Purevbuyan B?, Munkhtsetseg B!, Battogtokh Ch’, Sarantuya J', Altansukh T3

'Molecular Biology and Genetic department, School of Biomedicine, MNUMS
’Institute of Biomedical Science, MNUMS

*Bonavita LLC

E-mail: fbm24e302@gt.mnums.edu.mn, Tel: +976-88369979

Background: Deoxyribonucleic acid (DNA) analysis plays a significant role in determining the hereditary relationships
between individuals. As of 2019, approximately 26 million people have undergone DNA genomic testing, with most of
them using the test to assess their familial relationships. Maintaining Mongolian genetic diversity’s safety, preventing
consanguinity-related diseases and hereditary conditions, and managing genetic diagnosis and treatment are critical issues
for Mongolia. Therefore, conducting autosomal Short Tandem Repeat (STR) analysis among consanguineous families is
important, serving as this study’s foundation.

Aim: To study the members of consanguineous families using Short Tandem Repeat (STR) analysis.

Materials and Methods: The study included 114 participants from 31 families confirmed to have consanguineous mar-
riages through surveys and genealogical methods. Autosomal 19-21 STRmarkers alleles were identified using the Global-
filer express PCR amplification kit, and statistical analysis was performed using Genoproof Suite v1.0 and Powermarker
v3.25 software.

Results: The exact p-values of the autosomal STR markers from the 31 families revealed that FGA (0.0302) and CSF1PO
(0.0029) markers were statistically significant. The percentage of homozygous alleles was highest (27%) in the 10 chil-
dren of 8 families were confirmed to be formal indications of biological kinship. Out of the 31 families, 14 families were
confirmed to be formal indications of potential non-kinship, 9 families were without predicate, and 8 families were con-
firmed to be formal indications of biological kinship. The highest genetic diversity (Hobs) was found at the SE33 marker
(0.8982), while the lowest was at the CSF1PO (0.6542) and D2S441 (0.696) markers. The highest inbreeding coefficient
(f) was observed at the D22S1045 marker (0.33), while the lowest was at D10S1248 (0.1).

Conclusions:

1. The study identified the alleles of autosomal STR markers from 114 members of 31 consanguineous families. This
allows for the calculation of the probability of kinship, the likelihood ratio, homozygous/heterozygous allele ratios,
allele frequencies, genetic diversity, inbreeding coefficient, and exact p-values.

2. Comparing the probability of kinship and the likelihood ratio for the families, 14 families were confirmed to be
formal indications of potential non-kinship, 9 families were without predicate, and 8 families were confirmed to be
formal indications of biological kinship. This shows that autosomal STR analysis can help validate relationships
between 3-4 generations and practically prove them between the 1st and 2nd generations.

3. In consanguineous families, the highest genetic diversity (Hobs) was found at the SE33 marker (0.8982), and the
lowest at the CSF1PO (0.6542) and D2S441 (0.696) markers. The highest consanguinity coefficient (f) was at
D22S1045 (0.33), while the lowest was at D10S1248 (0.1). The p-values of CSF1PO and FGA markers were statis-
tically significant, suggesting that markers such as SE33, CSF1PO, D22S1045, D10S1248, and FGA, particularly
CSF1PO, are important for evaluating hereditary relationships in consanguineous families.

Keywords: Consanguinity, Probability of kinship, Likelihood ratio, Genetic diversity, Inbreeding coefficient
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