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Knaccuueckuil BapuanT neUIUT KapHUTHH HadbmutomnTpancdepassl 1A tuma (CPT-1A) —
pellkoe, BPOXKACHHOE, HaclieyeMOoe IO ayTOCOMHO-PELIeCCUBHOMY THITy HapylleHue Oera-
OKHUCJICHHUS JKMPHBIX KHCIIOT, OTHOCSIIEECS K TpyIIEe TIE€HETHYECKH JETEPMUHUPOBAHHBIX
MUTOXOH/APHATIBHBIX Oosie3Hed. JlepuuuT KapHUTHH naabMUTOMWITpaHcdepazbl 1A Tuma
BriepBble ObL1 onucad B 1981 rony P.F. Bougneres ¢ coaBropamu [1].

[Tocnenyromumu HcciaeI0OBaHUAMU ObUIO YCTAHOBJIEHO, UYTO Je(EeKTHBIA I'€H JIOKAJU30BaH Ha
xpomocome 11ql3 ¢ tounoit nokanuzanued mexay nosunusmMa  13.1 u 13.2. bonbmmHCTBO
OMMCAHHBIX B JIUTEparype MyTanuil (oOmmm unciaoMm 6oinee 20), mpuosamux k aeduuury CPT-
1A sBisitorcst yacTHeIMH (“private mutations” — peaKMe W OYeHb PEIKHE MyTalud, OOBIYHO
OIKCBIBaEMbIE B IIpejiesiaX OJHOW CEeMbH) U MPECTaBIIAIOT COOON missense, nonsense, insertion u
deletion Bapmantel. K nagamy 2000-x romoB B siuTepaType ObUIO OmMcaHoO Bcero okoso 30
CJIy4aeB 3TOr0 HACJIEACTBEHHOTO 3a00JIeBaHNU.

B 2001 rony N.F. Brown ¢ coaBTOpamu onucany KIMHUYECKUH cllydyall 4acTo peluuBUPYIOLINX
SMM30/I0B MBIIIEYHBIX CHAa3MOB, PBOTHl U MOTEPH CO3HAHUS Y MYKUMHBI, PUHAIICKALIUM K
OJIHON u3 HapoaHocTell kopeHHoro HaceieHust Kpaiinero Cesepa [2]. Ananu3 ¢epmMeHTHOTrO
npodwis ManueHTa Mokaszaja KpailHe HM3KYI0 aKTUBHOCTh KApHUTUH MalbMUTOUITpaHchepassl
1A tTuna B KynbType (ubpoOiacToB, a F€HETHUECKUH aHalu3 IOKa3aj, 4TO MYX4YHWHa ObLI
TOMO3UTOTHBIM 10 MyTanuu c.1436C/T, xapakTepusyromeicss 3aMeHOM NpoJinHa Ha JeHIHMH B
no3utiuu 479 (P479L).

B 2008 rony Hamumume Takoro ke MeTaboJU4ecKoro Aedekra, acCCOMHUPOBAHHOIO C MyTalHen
P479L, 6puto onucano C.R. Greenberg ¢ coaBT. y 7 neteil AByX ceMeil KOPEHHOTO HACEelIEeHUs
(uHyuTHI) pasznuuHblx peruoHoB CesepHoit Kananel [3]. Otumm ke aBTOpamMu ObUH
oOcnefioBaHbl 422 HOBOPOXKACHHBIX B PErHOHE, TJe MpoXKHUBaja ojHa U3 ceMell. HeoxunanHo
JUIsl caMHuX aBTOpOB 294 pebGeHka okaszanuch romo3uroramu mo P479L, 103 — rereposuroramu u
TOJILKO 25 U3 00CieI0OBaHHBIX OBLIM FOMO3UTOTaMH IO “HOPMAJILHOMY , AMKOMY JAJS IPYTUX
panee oOcienoBaHHbIX nonyisanuit reny [3]. [Ipu sTom y mogasistomnero 60JbITMHCTBA TOMO- U
TETEPO3UTOT KIMHUYECKHE NPOSBIECHUS, XapaKTepHble i Kinaccuueckoro Bapuanta CPT-1A
nepunuTa, OTCYTCTBOBAJIN. ABTOPBI COWIM 3TH HAXOJKH “NapajJOKCOM KOPEHHBIX HapOJIHOCTEN
CeBepa”, a 3TOT BapHMaHT MeETA0OJIMUYECKOro Ae(eKTa BIOCIEICTBHHM HA3BAIM “‘apKTUYECKUM
BapuantoM CPT-1A nedunura”.

Hecmotps Ha oTcyreTBUe cumnToMoB kitaccuueckoro CPT-1A y GonbInHCTBa 00CIe10BaHHBIX,
nocineayrliee HaboIeHUe 32 3TUMHU J€ThbMH MO3BOJIUJIO YCTAHOBUTD, YTO 7 TOMO3UTOT YMEPIHU
B paHHeM Bo3pacte (7/294), a cpeu reTepo3uroT cMepTHOCTh cocTaBmia 3 u3 103. XapakrepHo,
YTO B II€JIOM CMEPTHOCTb CPEIU TPYAHBIX JeTell WHYUTOB B TPHU pa3za BhIIE, 4YeM O0IIas
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cMepTtHOCTh nereil  Kanaapl. JlanpHelinne MNOMYyIAINMOHHBIE HMCCIEAOBAaHUS — MOKa3alu
BBICOKOBEPOATHYIO IPUYMHHO-3HAUYMMYIO CBsI3b MyTanuu P479L ¢ BBICOKMM pHCKOM
MJIQJICHYECKON CMEPTHOCTH Yy J€TEel KOPEHHOTO HACEJIeHUsI APKTUYECKUX peruoHoB [4]. Takum
00pa3oM, X0Ts OONBIIMHCTBO CiiydaeB “apkruieckoro Bapuanta” CPT-1A nedunmra npoTekarot
0ecCCUMIITOMHO, Y HEKOTOpOM YacTu JeTell TeHeTHYecKuil IedeKT MOXKET NPUBOAUTH K
METa0OoIMUECKOMY KpHu3y Ha (oHe OaHaNbHBIX WH(OEKIUI WM TOJIONAHUS, YTO COIPSDKEHO C
BBICOKMM PUCKOM JIETAIIBHOTO UCXO/A.

B mnocnexytomue roapl OONBIIMM KOJMYECTBOM HCCIEIOBaHMN OblIa IMOKa3aHa BBICOKAS
pacrpocTpaHeHHOCTh MyTauuu P479L cpenu pa3nuyHbIX MONYJSIUUAA KOPEHHOTO HACEJICHUS
ApKTUYECKUX PETMOHOB, YTO HE BCEI/la KOPPEIUPOBAJIO C pE3yJbTaTaMUd HEOHATaJIbHOIO
CKpHMHHHIA, [TPOBEJCHHOIO C MOMOIIBI0 METOJIa TAHJEMHOM MacC-CIIEKTPOMETPUU CYXHX ISTEH
kpoBu. Tak, wucclemoBarenbCckas Tpymnma TmojJ pykoBojacTBoM mpodeccopa David Koeller
BBISIBIJIA, YTO cpeau 633 nereil KOpeHHBIX HalMOHaJIbHOCTEH Obu1o 26.1% romosurot u 34.4%
rerepo3urot no P479L [4]. IIpu 3ToM HU B OAHOM Cily4ae TOMO3UTOTHOE HOCUTEILCTBO I'€Ha HE
OBLJIIO acCOLMUPOBAHO ¢ META0OIMUYECKUM J1e(heKTOM, OLIEHEHHBIM C TIOMOIIBIO TaHJIEMHOM Macc-
CHEKTPOMETPUH NepUPEepUIECKO KpoBHU (MpU UCHOIb30BAHUHU CTAHJAPTHON TOUKH pa3/IeieHHUs).
XapakTepHO, YTO HE BO BCEX CEBEPHBIX TEPPUTOPHSAX OblLIa BBISBICHA BBICOKAs YacTOTa
“apkTuaeckoro Bapuanta® CPT-1A nmedummra: wmccnemoBanme S.A. Collins ¢ coaBropamu
MOKa3aJi0, YTO TOMO3UTOTHOE HOCUTENbCTBO P479L ObL10 3aperucTpupoBaHO y HOBOPOKICHHBIX
Oxona B 0%, B CeBepo-3anajnbix peruoHoB Assicku — B 3 %, B Tepputopun HyHnaar
(Nunavut) — B 64 % [5]. Takue paznuuus MOTYT OBITh CBS3aHBI C PA3JIUYHBIM ITHUYECKUM
COCTaBOM HCCJIeA0BaHHBIX TeppuTopuid. Bricokas (0.73) wactora HocutenscTBa Mytanuu P479L
ObLy1a BBISIBIICHA TAaK)Ke U y HUHYUTOB [ pennanauu [6].

Bricokas pacnpoctpaneHHocTs Myrtauuu P479L cpeau OTAENbHBIX HAapOJHOCTEH KOPEHHOI'O
HaceJaeHUs: APKTHUECKUX PErMOHOB, MPAKTUYECKU 03HAYAIOLIAsl, YTO JUISl ATUX MOIMYJISLUI TaKon
BapHaHT SBJSIETCS TE€HOM ‘‘IUKOr0 TuHa’, HABOJUT Ha MbICIb O HAJIWYUM (PAKTOPOB
CEJIGKIIMOHHOTO O0TOOpa, MNpUBENNMX K JaoMuHHpoBaHuio P479L renoruma. OO6cyxmaercs
HECKOJIBKO FMIOTE3 MEXaHU3Ma TaKoro oToopa.

TpagunuoHHas AMeTa KOPEHHBIX HAPOJHOCTEH ApKTHUECKHX PETMOHOB COCTOMT U3 Msca
MOPCKHX MJIEKOMHUTAIOIINX, PHIOBI U HEOOJIBIIIOTO KOJIMYECTBA JIMCTBEHHUYHBIX pacTeHuid. 80-85
% oOmeil KanopuiHOCTH TakoW AMETHl NMPHUXOIUTCS Ha Xupbl, 15-20 % — Ha npoTeuHsl,
HE3HAYUTENIbHOE KOJUYECTBO COCTABJISIIOT YIVIEBOJBL. YKa3aHHbIE MPOMOPIMH KUPOB, OCIKOB U
YIJIEBOJOB COCTaBISAIOT OCHOBY TaK HAa3bIBAEMOM “KETOIE€HHOW JUETHI, KOTOpas HHOIJAa
UCIIONIb3YETCSI B COBPEMEHHOW MEIUIIMHE, B YAaCTHOCTH, JUIsl JIEYEHHUS HEKOTOpBIX (opM
snuiencud. TakuMm o0pa3oM, MOXHO CKa3aTh, YTO B T€UEHHE MHOTMX BEKOB IMPEICTABUTENN
KOPEHHBIX CEBEPHBIX HAPOJAHOCTEN HAXOAMUIIMCH HA MIOCTOSIHHOM “KETOT€HHOW UeTe” C BBICOKUM
YPOBHEM KETOreHe3a, IMpU KOTOPOM HET HEOOXOJUMOCTH B BBICOKOW aKTUBHOCTH (DEPMEHTOB,
Y4acTBYIOUIMX B OKCUAALMH KUPHBIX KUCIIOT.

[Ipenmnonaraercs, yrto myrauus P479L npuBoaut K Takoil KOH(OpMalUU MOJIEKYJIbl KAPHUTHUH
naneMuTOMNTpaHchepassl 1A, KoTopas, ¢ OJHOM CTOPOHBI, MO3BOJSIET COXPaHATh €ro
OTHOCHUTEJIbHO BBICOKYIO PE3yHJAIbHYI0 aKTUBHOCTh, a C JPYrod CHM)KAeT 4YBCTBUTEIHHOCTH
depMeHTa K H3MEHEHMIO KOHLEHTparuu ManoHwiI-KoA (¢dusmonornueckuii curxai, dyepes
KOTOPBIM MPOUCXOJUT CYNPECCUs] OKUCICHUS >KUPHBIX KUCIOT MPH JOCTATOYHOM KOJHYECTBE
YIJIEBOAOB B OpraHu3Me B MOCTHpaHAMaIbHyI0 (azy). CHuxeHue yyBcTBuTensHocTH CPT-1A Kk
CYNPECCUBHBIM CTHUMYyJIaM TPUBOJUT K TOMYy, 4YTO (EPMEHT HaxXOJIUTCS B IEPMAHEHTHO
AKTUBUPOBAHHOM COCTOSIHUM ((POPMHUPYS COCTOSIHHE MEPIIETYANIbHOTO YHIOT€HHOTO KET03a JTaXe
B (pa3y HACBHIIIEHUS OpPTaHKU3Ma) U 3TO OalaHCHUPYET €ro HU3KYIO KaTaJIUTHYECKYIO CIIOCOOHOCTb.
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Bo3MoXkHO Takke, 4TO OoMmera-3 JKUpHbIE KHUCJIOTBI, KOTOpbIMU Oorara TpaJuIMOHHas IUeTa
abopureHoB ApKTHKH, Takke IpsaMo cTuMynupyroT CPT-1A, nonnepkuBasi €ro akTHUBHOCTb.
Takum oOpa3oMm, opraHu3Mm Hocurteneld Mmyrtaruu P479L 3ammimaercs oT 4pe3MEepHO BBICOKHX
YPOBHEM OKCHUJIALIMU >KUPHBIX KHCIOT U KETOreHe3a B YCJIOBHSX IMOCTOSHHOW ‘“KETOreHHOMU
nueTsl”. Majloe KOJMYeCTBO YIVIEBOAOB B IHUIIE NPU HAJWYMU BBIIICONHMCAHHOTO MeXaHH3Ma
NEPIETYyaIbHOTO KETO3a MO3BOJISIIO HOCUTENSIM MyTauuu P479L yepnaTh OCHOBHOE KOJIMYECTBO
HEOO0XOMMOW OpPraHMU3My SHEPrHM M3 JKUPOB U TEM CaMbIM BBDKUBATh B CYPOBBIX YCIIOBHSX
ADPKTHKH, COXpaHssi BBICOKHI YPOBEHb (PU3NUECKOIN aKTUBHOCTH.

B coBpeMeHHBIX yCIOBUAX AHMETa KOPEHHBIX HAPOJHOCTEH KapIUHAJIbHO U3MEHUIACh B CTOPOHY
OOLIENPUHATBIX B OOJIBLIIMHCTBE COBPEMEHHBIX IONYJIALUNH CTEPEOTHIIOB — CHHU3MIIOCH
KOJINYECTBO JKUPOB U PE3KO YBEIUYMIOCH KOJIMYECTBO YIJIEBOJAOB, YTO JIENaeT OECHOoe3HbIM
ABOJTIOIIMOHHO COPMUPOBAHHOE MPEUMYINECTBO HOocHuTenei myranuu P479L. Bonee Toro, cpeiB
9TOr0 TOHKO HAaCTPOEHHOI'O METabOJIMYECKOr0o MeXaHW3Ma I10Jl BJIMSHUEM BHEIIHUX (PaKTOpPOB
(ronoganus, MHGEKLINN) MOXKET MPUBOJIUTH K XapakTepHbIM nposiBienusm CPT-1A nedunura —
THUIIOKETOHEMHUYECKON TMITOTIIMKEMUH C BBICOKUM PUCKOM JIETAJIbHOI'O UCXO/IA.

Bropast runore3a coctouT B TOM, 4TO Hocutenau myrauuu P479L obnagaroT ocoOeHHOCTSIMHU
TEPMOpEryJIALud U OOMEHa IOAKOXKHOIO Hpa, YTO IO3BOJIIET UM BBDKUBATh B YCJIOBHUSX
HKCTPEMAIIbHO HU3KUX TEMIEPATYpP.

HaxoHer, MOXHO npemnosaraTh, 4To CYIIECTBYIOT cueruieHHble ¢ reHoM CPT-1A renernueckue
JIETEPMHHAHTBHI, KOTOPBIE OKA3bIBAJIN HBOJIOIIMOHHO O0YCIOBICHHBIN CENEKTUBHBINA 2P QEKT.

B Hacrosiee Bpems 00cyxatoTcst accounanuu apkruyeckoro Bapuanta CPT-1A nedunmra c
Pa3IUYHBIMU KJIMHUYECKUMU COCTOSIHUSIMH, KaK y J€TEeH, TaK U Y B3pOCIIBIX.

Tak, B.D. Gessner c¢ coaBTopamu (rpynmna mnpodeccopa D. Koeller) mokazanu, uto P479L
TOMO3HTOTHI Yallle CTPAAal0T WHOEKIUIMI HIKHHUX JBIXaTeNbHBIX IyTeH W CPEIHUM OTHTOM B
paHHEM BoO3pacTe IPHU CPAaBHEHUU C FeTEPO3UTrOTaMU U HOCUTEISIMU ‘‘HOPMAJIbHOTO T'€HOTHIa”
[7]. ABTOpPBI IPEIIIONIATAIOT, YTO ATO MOXKET OBITH CBSI3aHO C 00JIee YACTHIMU TOCTTUTATH3AIUSIMHI
BCIIEJCTBUE OoJiee TsKENoro TeueHHsl OaHanbHbIX MHpekuuit y Hocureneid P479L myranum.
YacTtble rocnuTanusaliyy, B CBOIO O4epesb, MOTYT IPUBOJUTH K OaKTepUanibHON KOJOHMU3AIMH
BEPXHHUX [JBIXATENIBHBIX IYTEH C IMOCIEIYIOIIMM PAa3BUTHEM YKa3aHHBIX OClOXxHEHHH. Kpome
TOT0, BO3MOXHO Tmpsimoe BiaussHue P479L renotuna Ha wMetabonusm JUMQOUUTOB U
IPOTUBOMH(EKIIMOHHYIO 3aIIUTY.

Onucana BeposTHas accoluanus apktuueckoro Bapuanta CPT-1A  nedunura c
dopmupoBanueM HELLP (hemolysis, elevated liver enzymes, low platelet count) u AFLP
(acute fatty liver of pregnancy) cunpomMoB y 6epeMeHHBIX [8].

[Tpenmonaraercsi, 4ro BbicOKass akTUBHOCTb CPT-1A  obGnamaer mpOTEeKTHBHBIM 3(PQHEKTOM B
OTHOIIEHHH (OPMUPOBAHUHM HEATKOTOJBHON KHUPOBOM OONE3HM TIE€YeHU (HEaTIKOTOJIbHOTO
CTeaTorenaro3a), COOTBETCTBEHHO, Hu3Kas akTuBHOcTb CPT-1A  mMoxer mpeapacrnoiarath K
sToMy 3aboneBaHuto [9]. Kpome Toro, B sKCmepMMEHTax Ha >KMBOTHBIX OBLIO IMOKa3aHO, YTO
HapyieHus B Mertabonuyeckod ocu “ManoHmi-KoA — CPT-1A” wurpaer Ooibliyi0 posib B
peryysiiuy amnmetuTa U maccbl Tena. Ilpenmosaraercsa, yto Hocutenu myraunn P479L nmpu
Nepexo/ie Ha BBICOKOYTIJIEBOIHYIO MUY MOABEPKEHBI PUCKY OKUpeHus U Auadeta 2-ro tuna [7].
XapakTepHO, YTO paclpoOCTPaHEHHOCTh ITHX 3a00JIeBaHUN PE3KO BO3pOCia 3a MOCIETHHE TO/bI,
KAaK CpeIu JIETCKOro, Tak M CpeIr B3pOCIOr0 HaceleHUs KOPEHHBIX HapoaHocted KpailiHero
Cesepa.

WuTepecHbIM npeacTaBisercs, uto apkruueckuil Bapuant CPT-1A negunura Moxer obnaaats u
OPOTEKTUBHBIM 3((eKkToM B OTHOLIEHMHM HEKOTOpbiX 3aboneBanuid. Tak, C. Rajakumar c
coaBropamu oOcienoBaB 1111 B3pocibix UHYUTOB ['peHnaHINK HE TOJIBKO BBIIBUIM BBICOKYIO
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(0.73) wacroty HOcuTenbcTBa Mytaruu P479L nipu mostHOM oTCyTCTBUHM XapakTepHbix miist CPT-
1A nedurmura CHUMITOMOB, HO W TOKa3aJId, YTO HOCUTEILCTBO P479L accommmpoBaHO C
BBICOKMMHM YPOBHSMH anonunonporensa Al M XoJeCcTepruHa BBICOKOW INIOTHOCTH, KOTOPBIE, KaK
U3BECTHO, 00Ja1al0T MPOTEKTHUBHBIM JEHCTBUEM B OTHOILICHHH (POPMHPOBAHUS aTEPOCKIEPO3a
[6]. DT maHHBIE COTVIACYIOTCS C M3BECTHBIM SIHISMHOJIOTHYECKUM (PEHOMEHOM HHU3KOM
pacnpoCcTpaHEHHOCTHU aTepockiepo3a y KopeHHoro Hacenenus Kpaiitnero Cesepa.

Takum  oOpa3oM,  apKTUYeCKMH  BapUaHT  BpPOXKACGHHOro  JeguuMUTa  KapHUTHH
naneMuTOMNITpanchepassl 1A Tuna oYeHb MUPOKO PACIPOCTPAHEH CPEIH KOPEHHOTO HACEICHHUS
Kpaiinero Ceepa, uaiie Bcero MMeeT OECCHMITOMHOE TEYEHHUE, OIHAKO B COYETaHUU C
COBPEMECHHBIMU CTEPEOTUIIAMH THUTAHUS MOXKET OBITh CONPSIKEH C BBICOKUM PUCKOM
MJIaZICHYECKOH CMEPTHOCTH, a TAaKXKE C BEPOSITHOM MpenpacioyloKeHHOCThIO K OakTepuallbHbIM
UHQEKIUSAM PECIUPATOPHOTO TPaAKTa, OKUPEHHUIO, nuabery 2-ro THIA, CTEaTOrenaroly H
OCJIOXKHEHHOMY TE€UEHUIO0 OEPEMEHHOCTH.

K HacrosueMy BpeMEHM MCCIEIOBAaHUM, IOCBALIEHHBIX HW3YYEHUIO pacCHpOCTPaHEHHOCTU
reHernyeckoro gedexkra CPTIA y gereli KOpeHHBIX HalMOHAIbHOCTEW Poccuiickux
apKTUYECKUX TEPPUTOPUM MpOBENEHO HE ObLIO, HECMOTPS Ha IOBBIIIEHHBI YpPOBEHb
MJIaJICHYECKOM CMEPTHOCTH B ITHX MONYJIALUAX W 3HAYUTEIbHYIO BEPOSTHOCTH BBISABIICHUS
BBICOKOI pacripocTpaneHHoctr nedumnura CPT1A, ananornuHo apkruyeckum peruonam CLIA u
Kaunangr.

Henp  umcciaegoBaHMsA:  OIEHKA  PAaclpOCTPAHEHHOCTH  MyTallMd  IeHa  KapHUTUH
nanemutomntpancepassl  CPT1A, ¢.1436C/T  (romosurora P479L, wu3BecTHas Kak
“apKTUYECKU BapuaHT’) y HOBOPOXKICHHBIX KOPEHHOro HaceneHus Taiimbipckoro Jlonrano-
Heneukoro paiiona Kpacnosipckoro xpas u r. KpacHosipcka (M3ydaeMble HAllMOHAJIBHOCTH —
JIOJITaHbl, HFaHACAHbl, HEHIIbI, PYCCKUE).

Marepuansl m MeToabl: B mporecce peanuszanuy MCCiIeI0BaTEIbCKOrO0 MPOEKTa HaAMM Oblia
npousBesieHa BbIOOpKa 398 npol cyxoil KamiyM KpoBU HOBOPOXAEHHbIX TailiMbIpckoro JlonraHo-
Henenkoro paiiona Kpacnosipckoro kpasi, ponuBmuxcs B 2010-2013 rr., wu3 6anka KI'V3
«KpacHOApCcKUil KpaeBOM KOHCYJIbTaTHUBHO-IMArHOCTUYECKUN LEHTP MEIUIMHCKON T€HETHKN».
[TpoBeneH mepBUYHBIN aHaIM3 AeMOrpaUUEcKUX JaHHBIX BBHIOOPKHM HOBOPOXJIEHHBIX. Cpean
otoOpanHbIXx 1pob Obuto 208 (52,3 %) mpobd mambumkoB u 190 (47,7 %) npob neBouek. B
KayecTBe KOHTpossd Obuid oToOpaHbl 198 mnpo® cyxoil Kamium KpOBH HOBOPOXKJIEHHBIX,
ponuBluxcst B I. KpacHosipcke, IperMyIIECTBEHHO €BPOIEOHI0B (OMPEENIEHO MO MaTTepHY
dbamunuu matepu), u3 HuX 102 (51,5 %) manbuuka u 96 (48,5 %) neBouexk.

Boigenenne JIHK u3 npo0 cyxoit Kamiau KpoBH ObUIO OCYIIECTBIEHO C MOMOIIBIO TECT CUCTEM
DIAtomTM DNA Prep (OOO «lleHTp MosiekynsipHOM reHeTuku», Mocksa). ['eHoTHUnHpOBaHue
JIeNbHBIX BapUaHTOB TeHa KapHUTHH mnambmutomnTpancdepazsl CPT1A, ¢.1436C/T (rs
80356779) ObUIO TPOBEIEHO METOJIOM PECTPUKTHOIO aHadu3a IMPOAYKTOB aMIUIU(UKAIIUU
(ITJP® ananu3) coemuduyeckoro ydacTka TreHoMmMa. Awmmiudukamus ¢ mnomousio [P
npoBeJieHa ¢ ucnonb3oBanueM crenupuyeckux npaitmepoB (5°-CTGGCCAGGTTTGGATTTT-
3’ u 5-TCCAGGATGAAGCAGAGAGG-3") u craHfapTHBIX NapaMEeTpOB TeMIepaTypHBIX
nukioB (temmeparypa orxura 60°C). Jlns pecTpUKLUMM MOJYYEHHBIX AaMIJTMKOHOB Oblia
UCTOJIb30BaHa 3HJoHYyKIea3a pecTtpukuun BstMC I («Cubsn3um», HoBocubupcek). ITpoaykTs
pecTpuKIMU OBUTM pa3fesieHbl € MOMOIIbI0 3JekTpodope3a B 2%-HOM arapo3HoMm Teje,
OKpAaIIeHHOM OpOMMCTBIM 3THIMEM M BU3yaln3upoBaHsl B Y @-cBere. J[1s auieIbHOrO BapuaHTa
T mocne pazneneHus B reine xapakrepeH ¢parMeHT 252 map ocHoBaHui, i amiens C —
¢dparmenTs! 169 u 83 nap ocHOBaHMIA.



beino Beimeneno 398 obpasmo JIHK HOBOpOXIEHHBIX KOpPEHHOTO HaceneHus Taimbipa u 198
oopasuoB JIHK HoBopoxaeHHbIX-eBponieonioB r. KpacHosipcka, 4YTO MO3BOJMIO CO3/aTh
noctaTtouHblit st aHanu3a Oank JJHK HOBOpOXXIEHHBIX pa3IMYHBIX STHUYECKUX TPYyNN U
pernoHoB KpacHospckoro kpasi.

PesyabraTrsl U o0cyxaeHue: IIpoBeeHO TI'eHOTUIIUPOBAHUE AJUICIbHBIX BapUAHTOB TI'E€HA
KapHuTUH naneMutomnrpancgepasst CPTIA (c.1436C/T) MeTonoM pecTpUKTHOTO aHalu3a
MPOJYKTOB aMIUTH(PHUKAIUU CIeU(PUUECKOTro yyacTka reHomMa y 398 HOBOPOKICHHBIX.
BoisiBeHo  cienyromee  pacmpenesieHHe TeHOTHIOB — 0OCIENOBAaHHBIX  O0Opa3loB  Cpeau
HOBOPOXKIEHHBIX KOpeHHbIX HaruoHanbHocTeil: CC — 391 o6pasnos (98.24 %), TC — 7 o6pasios
(1,76 %), TT — 0 o6pa3uos (0%).

Cpenu HoOBOpoXIEHHBIX TI. KpacHosipcka (mpeumyliecTBeHHO eBpomeouaoB) Bce 100 %
TeHOTUIIOB TpuHaiexkanmu kK “mukomy trmy’ (CC), T.e. He OBLIO BBIABICHO HH  OIHOU
TeTepO3UTOTHI/TOMO3UIOTHl  C  aJUIeNIbHBIM BapHaHTOM T 1O MyTalMd TeHa KapHUTHUH
nanemuTomnTpanchepassl CPT1A (c.1436C/T).

Jlns BBISIBICHHS 3THUYECKUX Pa3IMuuil B PacHpOCTPaHEHHOCTH MYTallUU OBLIO BBIAETICHO 2
IpyOIbl  HOBOPOXKJEHHBIX  KOPEHHBIX  HAIlMOHaJbHOCTEH: 1-1 — U3 TIOCEIKOB C
MPEUMYIIECTBEHHBIM JOJraHO-HraHacaHCKUM  HaceneHueM (108 HOBOPOXKIEHHBIX MOCEIKU
Ceinpaccko, Karapeik, HoBast, JleBunckue necku; 91 % KOpEHHBIX KUTENIEH — MOJIraH-HIaHACAH )
U 2-1 — C MPEUMYIIECTBEHHO HEHEIKUM HaceneHueM (125 HoBopoxkaeHHbIX; mocenku Hocok,
Tyxapn; 85 % KOpPEHHBIX JKUTEJIEH — HEHIIEB).

Okazasioch, 4TO BCE CEMb BBISBICHHBIX TE€TEPO3UTOT MPUHAMIEKATU K MOMYIALIUU JOJTraH-
uranacan (7/108; 0.07; 95% nosepurenpublii nHTEpBa: 0.03-0.13), a B NOMyJIAIMA HEHIIEB HE
OBLIO BBIABIEHO HHU OAHOro ciy4as Myrtauuu, (p(Xu-kBaapat)=0.006). Takum oOpazom,
pacnpoCcTpaHEHHOCTh peakoil T-auienu B MOMyNasUMM JIOJITaH-HTaHAcaH, pPAacCUUTaHHas I10
dbopmyre Hardy-Weinberg cocraBnser 0.03, a oxumaemas YacToTa TOMO3UTOTHOIO
HOCHUTEIBCTBA B ITOM MOMYJSIIMM KOpPEHHBIX HapoaHoctell Poccuiickoro Kpaiinero Cesepa,
coctaniisieT He MeHee 1 Ha 1000 HOBOPOKIEHHBIX.

3akiouenue: Takum 00pa3om, Bce 7 BBISIBICHHBIX TeTepo3uroT no myranuu c.1436C/T (rs
80356779), sBnsromieiics MapKepHOM 1751 BpPOXKJIEHHOI0 METa00INYECcKOro 1eeKra, CBI3aHHOTO
C HapylLIeHHEM OKcuJauu kupHbIX kuciaoT — CPT1A nedunura, ObUH BBISBICHBI B MOMYJISALNAN
JOJraH-HraHacaH, 4YTro, [0 HAlleMy MHEHHUIO, HMEET BBICOKYI HAY4YHO-KIMHUYECKYIO
3HAUYUMOCTb, MOCKOJIbKY HE MeHee 1 Ha 1000 HOBOPOXKIEHHBIX yKa3aHHBIX 3THUYECKHUX TPYIII
OyzeT cTpasiaTh 3TUM BPOKIEHHBIM MUTOXOHAPHAIIBHBIM 3a00JI€BaHUEM.

O4eBUIHBIM TpEACTABIAETCSA, YTO M JAeTeid JOoJraH W HraHacaH B JOIOJIHEHUE K
00I11epOCCHIICKOMY CTaHAAPTHOMY Habopy Oose3Held HeoHaTalbHOTO CKPUHUHIA HEOOXOAMMO
BBeZieHHe obOcnenoBanuss Ha Hanmmuune CPTIA geduumra. B TO ke Bpems, TOuUHBIE
MeTaboNIMYeCcKre IMOCIEICTBUS YKAa3aHHOTO I'€HETHYECKOTo Je(eKTa, XapaKTepHble Uil AeTel
Poccuiickux apKTHUECKUX PErHOHOB, KaK M ONTHMAJIbHbIE PEXHUMBI NMPO(UIAKTHKH, BCE €lle
OCTalOTCS HE H3YYCHHBIMH M ONPENENSAIOT HACTOATEIbHYIO HEOOXOJUMOCTh MPOAOKEHHUS
MCCJIEJOBAHUM B 3TOM HaIIpaBJICHUU.

Heobxomumo otmerutb, uto pacnpoctpan€éHHocth CPT1A nedunura cpeam monraH-HTaHOCaH
3HAYUTEIHHO MPEBBIIIAET YACTOTY APYTUX FEHETHUECKUX J1e(heKTOB MeTabosIn3Ma, Ha BbISIBIICHHUE
KOTOPBIX YK€ ceiiuac HalpaBJIeHbl IPOrpaMMBbl FT€HETHUECKOI0 CKpUHUHTA (Tajmakro3eMust — 1 Ha
16000 HoBOpOXKIeHHBIX, (heHMIIKeTOHYpHUs — 1 Ha 8000-15 000 HOBOPOKAEHHBIX, MYKOBHCLIUI03
— 1 ma 10000 HOBOPOXKICHHBIX ).



VY nereit nByX npyrux oOcCiaeI0BaHHBIX HaMu momyisiuidi KpacHosipckoro kpast (€BporeouioB u
HEHIIEB) HE OBUIO BBISIBIEHO HU OJHOTO CIIydash MYTAaIlMH, YTO JIEJIaeT HELeIeco00pa3HbIM
MacCOBBI reHeTnueckuii CKpuHUHT Ha Hamnuue CPT1A nedunnra B 3TUX STHHYECKUX TPYIIIAX.
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