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Summary

Eugene I. Schwartz (1940 —2003), the first head of the Department of Molecular Genetic Technologies of the Research
Center of the Pavlov University, a well-known geneticist, stood at the origins of molecular medicine in Russia. The results
of the research work of E. I. Schwartz are introduced now in the work of many clinical centers. He also created one of the
first course of medical genetics for physicians in our country. This article reflects the main milestones of the scientific and
pedagogical way of E. I. Schwartz, and discusses the achievements of his teams.
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16 mapTa 2020 r. ucnoansietcs: 80 AeT CO AHSI POIKAE-
HUS AOKTOPa MeAUIIMHCKUX HayK, mpodeccopa Esre-
Huga Mocudosuua llIBaprna — 4eAOBEKa, KTO CTOSAAY
HUCTOKOB (POPMHUPOBAHUS MOAEKYASIPHOU MEAUITUHEI B
Poccuu. Byayuu MeprnKoOM ITo 00pa30BaHUIO U paboTas
B HQYYHBIX KOAMEKTUBAX, BCIO CBOIO JKU3Hb EBreHnit

HNocudoBry 3aHUMAaACS HEITOCPEACTBEHHO TeM, UTO
ceMvac MPUHSATO HAa3bIBATh TPAHCASITTMOHHON MEAUTTH-
HOM, a UMEHHO — BHEAPSIA HOBBIE Hay4YHbIE pa3paboT-
KU B KAMHUYEeCKYIO TPakTUKY. C eTo y4acTHeM B CTpa-
He OBbIAA TTIOCTaBAEHA TIepBas MOAUMepasHast IermHast
peakiuga (ITLP) aArg AMArHOCTUKM HACAEACTBEHHOM

9



ITueauna C. H. / Yuensle 3anucku CII6I'MY um. axag. U. I1. I[TaBroBa T. XX VII Ne 1 (2020) C. 9—15

IMTpodeccop E. U. IIsapiz (1940 —2003)
(n3 AmunoTrO apxusa C. H. [TueanHOM)

Professor E. I. Shwartz (1940 —2003)
(from the personal archive of S. N. Pchelina)

naTtoaorum [1, 2], pazpaboTaH BIIOCAEACTBUU LINPO-
KO pPacHIpOCTPAHUBIINICA MeTOA ITOCTaHOBKHU [1LIP ¢
CyXUX ISATEH KpoBH [3, 4], co3paHbI IlepBble KapThl
pacmpocTpaHeHHBIX HACAEACTBEHHBIX 3a00AEBaHUMN
(dbeHMAKETOHYPUSA, MYKOBU3LUAO03) [, 6], pa3pabo-
TaHBI METOABI BEIIBAEHUS IIPEAPACIIOAOKEHHOCTU K
MHOTrO(PaKTOPHBIM 3a00AE€BAaHUAM, TAKUM KaK HACAEA-
cTBeHHad TpoMboduaus [7 — 9], a Tak)Ke IPOBEAEHEI
TIepBble UCCAEAOBAHUS B 00AACTU (papMaKOTeHEeTUKU
[10, 11]. EBrenuut MocudoBud — gpKasg AMYHOCTb, Ta-
AQHTAWUBBIN PYKOBOAUTEAD, OPTaHU3ATOP HECKOABKUX
KOANEKTHUBOB, @ UMEHHO — KadeApbl MeAUIIMHCKON
renetruku CankT-ITeTepOyprckoro rocypapCTBEHHO-
ro IIeAUATPUUECKOTIO MEAUITMHCKOIO YHUBEPCUTETA,
AabopaToOpUM MOAEKYAIPHOU reHeTuKM [leTepOypr-
CKOI'O MHCTUTYTA fApepHon dusnuku um. b. I'1. Konc-
ta"nTrHOBA HUIL] «KypuatoBckuii uHCTHUTYT», OTAECAQ
MOAEKYAIPHO-TeHETHUUECKUX TexHoAorui IlepBoro
CasKT-IleTepOyprckoro rocypAapCTBEHHOTO MeAU-
LUHCKOIro yHUBepcureTa uM. akap. M. I'l. TTaBaosa.
IMpomao 17 AeT, KakK 3TOTO BBIAQIOILIETOCS YYEHOTO
HeT C HaMH, HO ero AeAd JKUBYT, CO3AQHHBIE M KOA-
AEKTHBBI yCIIEIITHO Pa3BUBAIOTCs, 0003HauYeHHbIEe Ha-
Y4YHBIE HAllpABACHUSA PA3BUBAIOTCS €r0 YUeHUKAMMU.
B HacTosamIeM cTaThe, IIOCBSIeHHOM TaMITu EBrenns
HMocudoBuua, KpaTKO IPUBOAUTCS ero ouorpadus,
paccMaTpUBalOTCS €ro HayYHble UAEH U X BOIIAOIIe-
HHe B KAUHWUYeCKOM IIPAaKTUKe, @ TAKKe IPUBOAITCSA
COBpeMeHHBIE AOCTHU KEHUS CO3AaHHBIX UM HAYUHBIX
KOANEKTUBOB.

EBrennit MocudoBrud poAUACS B CEMbE BOEHHOTO
Aetumnka 16 mapta 1940 r. OTter noru6 moap MocKBoM
B 1942 r. EBrenutt MocudoBud 3aKOHUUA IIKOAY B
Bobpyiicke u B 1961 r. mocTynua B A€HUHIPAACKUU
IeAUaTPUIeCKUY MEAUITUHCKUY WHCTUTYT, KOTOPHIN
3akoHuMA B 1967 r. C 1968 r. pabotar B IHCTUTYTE
sKcrepuMeHTarbHOM Mepurinabl AMH CCCP B rpyt-
e yaeHa-koppecnoupenTa AMH CCCP, mpodeccopa
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E. ®. AaBupeHKOBOM. B 3TOM MHCTUTYTE YCIIENTHO 3a-
mwHUTUA B 1971 I KaHAUAAQTCKYO, @ B 1982T. — AOKTOP-
CKYI0 AuccepTaluu. AOKTOpCKasi Auccepranus «MeTa-
OOAMYEeCKUE OCHOBBI MIMMYHOAOTMYECKUX HAPYILLIEHU N
B KAETKaxX C TPUCOMUEH o 21 XpoMocoMe» SIBUAACh
TIepBBEIM B MUPOBOM AUTepaType (pyHAaMeHTaAbHBIM
HUCCAEAOBaHNEM MEeTabOANUYECKUX OCHOB UMMYHOAOTH-
YeCKUX HapylIeHUM IIPU OAHOM U3 HauboAee pacipo-
CTPaHEHHBIX POPM XPOMOCOMHOI'O AUCOAAAHCA Y UEAO-
Beka — Oone3nu AayHa. ChopMyArnpOBaHa rUIoTesa,
oOBsCHAOIIAA (POPMUPOBAHUE MMMYHOAOTMYECKUX
HapyllIeHUN BCAepCcTBUe AedpeKTHOM penapariun AHK,
TIPOUCXOAAIIEN B KAeTKaX ¢ abeppaHTHLIM 'eHOMOM.
[TokazaHo, 4YTO yBeAMUEeHHEe YMCAd HepelapupyeMbIX
MOBPEKACHUN U yYCKOPEHHBIM KAaTaOOAM3M TKaHEU
IIPUBOAAT K OOPA30BAHUIO B ITIOBBIIIIEHHOM KOANYECT-
Be Ae30KCUHYKAEO3UAOB, YTO UHTUOUpPyeT T-cucteMy
UMMYHUTETA U, B KOHEYHOM CUeTe, BeAEeT K Pa3BUTUIO
MeTabOAMYeCKON UMMYHOAEIIPECCUH.

C 1985 r. EBrenunt MocudoBud npuilea Ha pa-
00Ty B A€HUHTI'DAACKUU UHCTUTYT SACPHOU (DU3UKU
uM. b. T'l. KoncrantunoBa PAH (ceropuss — Tletep-
OyprcKui UHCTUTYT gAepHOM pusuku um. b. I'l. Kon-
CTQHTHUHOBE, HanuOHAABHBIM HNCCAEAOBATEABCKUN
neHTp «KypuaroBckuit unctutyT», HHULL « KypuaTos-
ckuti mHCTUTYT — [TUAD») B AaOOPATOPUIO MOAEKY-
ASIPHOM reHeTUKU. VIMEeHHO B 3TU TOABI B IOAHOM Mepe
TIPOSIBHUACS €r0 TAaAQHT KaK BBIAQIOIIEr0CSd YUEeHOI'O U
opranusaTtopa. Bokpyr Esrenus MocudoBuda 6bICTPO
copMUpoBarach pabodas rpyIina, KOTopas Io3AHee,
B 1992 ., OBING BEIAEAEHA B OTACABHYIO AADOPATOPUIO
MOAEKYASIPHOM reHeTUKM YeAoBeKa. byayuu o oOpa-
30BaHuIo BpauoM, Errennit MocudoBud BCIO )KM3HDb
3aHMMAaACS TeM HallpaBAeHHeM, KOTopoe celdac Io-
AYYMAO Ha3BaHMeEe «TPAHCASIMOHHAS MeAUIIUHA», a
UMEHHO — CTPEeMUACS NIPUMEHUTH ITOCAEAHUE AO-
CTU>KEHUS MOAEKYASIPHON T€HETUKU B KAMHUYECKOU
npakTuke. [Tpu 3ToM ero pepkoe HaydyHOe UyThe U
SHIIUKAOIIeANYEeCKH e 3HaHUSI IIO3BOAIAU BHEADPSATH
TIOCAEAHUE AOCTH KEeHMS HayKU B MEAUITUHY OBICTPO
U 3(pPeKTUBHO.

KoanekTus, BosraaBasiembit EBrenunem Mocudo-
BHUYEM, OBIA TIEPBLIM B CTPaHe M OAHUM M3 ITEPBHIX B
MUpe, KTO IIPUMEHUA METOA ITIOAUMEPa3HOU IIeITHOU
peakIuu AAd AMATHOCTUKM MYTAllMOHHBIX IIOBpe-
xpernntt AHK. B 1988 — 1989 rr. moAy4ueHBI IlepBhle
PEe3YABTATHI I10 OITMCAHUIO My TAIIMOHHBIX IIOBPEsKAe-
HUM Ipu B-TaraccemMuu U (peHUAKeTOHYpun B Poccuu
[1, 2]. B 1990 r. pazpaboTan MeTOA aMIAMPUKAITUN
AHK ¢ KpoBgHBIX II9TeH Ha PUABTPOBAABHOM OyMa-
re, KOTOPBIM B HaCTOdlllee BpeMs IIOAYYUA IITUPOKOe
BHeApeHUe B IIPAaKTUYeCKyIo paboTy MHOTOYHUCAEH-
HBIX AabopaTopui mupa [3, 4]. B raboparopun EB-
renusa HocudoBruya pas3paboTaHBl OPUTUHAABHBIE
MeTOABI OIIeHKM MyTallMOHHBIX NoBpexxpeHun AHK,
MEeTOA UAEHTU(PUKAIIUU AMYHOCTH Ha OCHOBe RFLP u
SSCP D-netan mutoxouapuii [12]. ITop pyKoBOACT-
BoM E. U. [1IBapna BrepBele B CTpaHe CO3AAHEBI Kap-
THI MYTAIJUOHHBIX IIOBPEXXAEHUU PSIAQ MOHOTEHHBIX
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3abonreBaHUM — (eHUAKeTOHYypuU (onucano 90 %
MYTaHTHBIX aAAeAel), MYKOBUCIIUAO03A (75 % MyTaHT-
HBIX aAAeAel), COBMEeCTHO C YAeHOM-KOPPEeCIIOHAEH-
ToM PAMH B. C. T'alilIxOK1 OIIMCaHbl OCHOBHI Pas-
BUTHS CEMEUHOU runepxoaecrepunemuu [7—9, 13].
[ToryueHHBIE pE3yABTATHI ACTAM B OCHOBY PabOTHI
MeAUKO-TeHeTU4eCKUX IeHTpoB Poccuu.

C umeneM E. W. [1IBap1iia cBI3aHO OTKPBITHE OAHOM
U3 IIEPBBIX B CTpaHe KapeAp MEAUIIMHCKOU reHeTu-
ku. B 1989 r. uM co3paHa Kadpeppa MEAUIIMHCKOM Te-
HeTukU B CaHKT-IleTepOyprcKoi rocypapCTBEHHOU
nepAraTpUIeCcKOU MEAUTTUHCKOM akapeMun. EBrenut
HNocudoBud Bo3raaBAsIA KadeApy B TeueHue 11 aeT.
Briepsrie B CaHKT-IleTepOypre oH HauaA YMTaTh YHU-
KAABHBIU KYPC AEKIIUM 110 MOAEKYAIPHOM MEAULITHE
M CTYA€HTOB MEAUITUHCKUX By30B. CayIaTteAaMu
3TOTO KypcCa SIBAIANUCH He TOABKO CTYAEHTHI BY3a,
HO U ero npenopasarteau. E. V. IlIBapi Mor yBAeYb
CBOUM 3HTY3Ma3MOM, IIOA€TOM HayYHOU MBICAU. DTa
Kadeappa Oblra CO3AAHA B COCTaBe HAy4YHO-YUYEOHO-
O KOMIIAEKCA, BKAIOUAIOIIEro B cebsl AabOpaTOpUIo
MOAEKYASIPHOM reHeTHKHU YeAoBeKa [ TeTepOyprckoro
UHCTUTYTA SAEPHOMN (PU3UKH, OAaropapsd 4eMy CTy-
AEHTBL ¥ aCITMPAHTBI MOTAU 00y4aThCs He TOABKO 00-
el MeAUIIMHCKOUN reHeTHUKe M YaCTHBIM pasjpenaM
MOAEKYASIPHOU MEAULIUHEL, HO ¥ TPAKTUYECKUM MO-
AEKyAIPHO-TeHeTUYeCKUM MeTopaM. Ha 6ase aToro
KoMIIAeKca yKe B 1991 1. ObIAU IIPOBEAEHBI OAHU U3
IepBBIX B cTpaHe Kypcos 1o AHK-auarnoctuke Ha-
CAeACTBEHHBIX 3a00AeBaHUM AN BpaueH.

Ba>kxHO OTMETHTb, 4TO y’Ke B Te T'OABI HOBATOP-
ckue nupeu E. U. [1IBapiia ObiAu 3aMedeHbl. OT 5 UIOAS
1990 r. Munszapasom CCCP ObiA u3paH puKa3s 00 op-
ranuzanuu MHYTIO «MoaekyasgpHas AMarHOCTHKaA
HACAEACTBEHHBIX U UH(MEKIMOHHLIX 3a00AeBaHUMY,
PYKOBOACTBO KOTOPBIM OBIAO BO3AOKEHO Ha EBrenus
HNocudosuua. OpHAKO TeM IPAHAMO3HBIM 3aMBICAAM
He CY>XKAE€HO OBIAO BOIIAOTUTBLCS B CBSI3U C IIOAMTH-
yecko¥ curyaumen. B 1990-e rr. puHaHCHupoBaHUE
HayKU OBINO OTpaHNYeHHBIM. HO A@JKe B Te TS KeAble
AASL CTPaHBI FOABL KOAAeKTUB EBrenusa MocudgoBuua
YCIIEIITHO TPYAUACS U BBIITOAHSIA (pyHA@MeHTaAbHBIE
HCCAEAOBAHUA B OOAACTH U3YUYEHUST MOAEKYAIPHBIX
OCHOB Pa3BUTHSI HACAEACTBEHHBIX U MYABTHU(AKTOP-
HBIX TaToAorui. 3a mepuoa, 1990 — 2000 rr. Ha Oase
KadeApbl MEAUITMHCKOM TreHeTHKH, paboTaBIlled B
TECHOM COAPYJKECTBE C Aa0OpaToOpUerl MOAEKYASID-
HOU reHeTuky yenroBeka [TMAD, mop pyKOBOACTBOM
EBrenus MocugoBuya OLIAU BBIIOAHEHBI AECSATKU
AUCCEePTAIMOHHBIX UCCAEAOBAHUM 110 CMEe>KHBIM CIIe-
IIMAABHOCTSIM, BKAIOUAS MOAEKYASIPDHYIO TeHEeTUKY.

B Te rops!r koanektus E. WM. l1IBap1iia oAHUM U3 IIep-
BBIX B CTPaHe IIPUCTYIINA K NU3y9YeHNIO HAaCAEACTBEHHBIX
OCHOB MYABTHU(PAKTOPHBIX 3a00AEBAHUM, TAE€ B OCHOBE
Pa3BUTHS 3a00AE€BAHUS AEKUT CAOKHOE B3aUMOAEH-
CTBUE HACAEACTBEHHBIX U CPEAOBBIX PAKTOPOB. YiKe
B Hauare 1990-x rr. B AabopaTOpuM OBIAM HadaThl
paboTHI IO OCHOBAM HACAEACTBEHHOM IIPEAPACIIOAO-
>KeHHOCTH K AnabeTy [ TuIa, cepaeYHO-COCYAUCTBIM U

TPOMOOTUYECKUM 3a00AEBaHUSIM, OPOHXOAETOUHOMN
natoaorum, 6oaesnmu [lapkuHcoHa. MccaepoBaHus
IIPOBOAUAUCH B COTPYAHUUECTBE C BHIAQIOITUMMCS MIC-
CAEAOBATEASIMU B OOAACTU MOAEKYASIPHOU F'eHETUKY U
KapAUOAOIMHM, TAKUMU KakK akapeMuk PAMH B. A. Aa-
Ma30B, ureH-KoppecnioupeHT PAMH B. C. Taniixoky,
akapeMuk PAH E. B. llagxto. IToayueH psp yHU-
KaAbHBIX PEe3yAbTATOB: BBIIBAEHBI HOBBIE MyTAllUH,
OTBETCTBEHHEIE 3a Pa3BUTHE CEMEWHOU I'MIIepPXOAe-
crepuHeMuu [13], BnepBble ONIMCaHa POAb I'MIIEPro-
MOIIUCTEMHEMUU B OCHOBE Pa3BUTHS BapUKO3HOTO
pacimiupenud BeH [9], AaHa olleHKa poAu reHa Apo(a)
B MOAEKYASIPHOU reHeTHKe UH(MapKTa MUOKapAa [14],
BBISIBA€H KOOTIEPATUBHBIN 3(P(PEeKT reHOB CYObeAUHU-
ubl [Ila perrennTtopa TpPOMOOIIUTOB U CEPOTOHUHOBOT'O
TpaHcHopTepa B (POPMUPOBAHUU HACAEACTBEHHOU
IPeAPacIOAOKEeHHOCTH K Pa3BUTUIO MH(PAPKTa MUO-
KapAa y My>KUMH MOAOAOTO Bo3pacTa [15], moka3aH
BKAQA aAAEABHOTO BapHaHTa reHa IapaokCcoHa3bl-1 B
(G opMHUPOBaHME HACAEACTBEHHOM ITPEAPACIIOAOIKEH-
HOCTU K 60Ae3HU [TapkuncoHa [16].

OcHOBHOM chepoit HayYHBIX UHTepecoB EBrenus
HNocudoBrua IBAIAOCE N3yUeHNEe OCHOB IPEeAPACIIO-
AOJKEHHOCTU K CEpPAEUYHO-COCYAUCTOM IIaTOAOTHH,
BKAIOYAs MH(APKT MUOKAPAR, apTEPUAABHYIO IUIIep-
TEH3UIO, UIIIeMUYEeCKUU NHCYABT, & TAK’KE BEHO3HBIE
TpoMOO3bI pa3AnuHOM AOKaAu3sanum. Esrennii Mocu-
(POBUY CTOSA ¥ UCTOKOB 3aPOKAEHUI MOAEKYASIPHON
KapauoAoruu B Poccuu. B AabopaTopuu MOAEKYASIP-
"o reHeTuku yueroBeka [TV O PAH ObIAM CO3pAAHBI
yHuKarbHble OaHKU AHK OOABHBIX, IepeHeCIInX UH-
apKT MEOKapaAa B MOAOAOM U ITOKUAOM BO3PACTe, I1a-
IIMEeHTOB C UIIEeMUYEeCKUM TPOMOOTUUECKUM UHCYAb-
TOM, BEHO3HBIM TPOMOO30M, BAPUKO3HBIM pacIIupeHu-
€M BeH, apTepUarbHOU rutiepTeH3ue. Beiau BEIOpaHbl
reHbI-KaHAMAQTBL, ¥ Ha BBIINIEYKa3aHHBIX TI'pPyIIIax
OOABHBIX OBIA UCCAEAOBAH UX BKAQA B Pa3BUTHE KaXK-
AOU U3 TaToAOTHM. Ha ocHOBaHUU 5TUX MCCAEAOBA-
HUY BeIOpaHa OaTapes reHeTU4YeCKUX AeTePMUHAHT,
OollpepeAeHre KOTOPHIX ITO3BOASIET NIPOTHO3UPOBATH
TPOMOOTHYECKHE OCAOKHEHUS PAa3AMTIHON ITPUPOAHI.
JAQHHBI MOAEKYAIPHO-TeHETUYECKUAM aHAAN3 BHEADEH
B IOBCEAHEBHYIO KAMHUYECKYIO IIPAKTHUKY.

WNwmg E. U. IlIBapiia ¥ TOCAEAHME TOABI €T0 JKU3HU
Hepa3peIBHO cBga3aHbI ¢ [TepBbiM CaHKT-IleTepOypr-
CKMM IrOCyA@PCTBEHHBIM MEAUTTUHCKUM YHUBEPCUTE-
ToM uM. akap. WM. I'. [TaBaosa. B 2001 r. mop ero py-
KOBOACTBOM IIPU HEIIOCPEACTBEHHOM y4aCTUU pEK-
Topa CIToI'MY umM. akap. U. I'1. [TaBroBa akapeMuKa
H. A. flunikoro 1 mpopeKTopa 1o HayKe IIpodeccopa
3. 3. 3BapTay OBIA OTKPBIT OTAEA MOAEKYASIpDHO-Te-
HeTUUYEeCKUX TEXHOAOIMH. 3a KOPOTKUM CPOK Ha Oase
OTAeAd OBIA pa3paboTaH aATOPUTM MOAEKYASIPHO-Te-
HEeTHUYEeCKOTO OOCAEAOBAHUS C IEABIO AMAarHOCTUKU
HaCAEACTBEHHOM TPOMOOMUANH, @ TaK)Ke TPOBEAEHBI
nmoHepckue B Poccuu nccaepoBanus B 06AaCcTH hap-
MaKoTeHeTuKH. [lokazaHo BAMSHIE TeHOTUIIOB I'eHa
nuroxpoMma CYP2C9 Ha HauanbHYIO AO3Y BapdapuHa
[11]. Bce pa3dpaboTaHHBIE AATOPUTMEI OBIAY ITIEPEAAHEL
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B KAMHMYECKYIO IPAKTUKY, 1 B HACTOsIIee BpeMs aHa-
AU3BlI TeHEeTUUYEeCKOU TPEeAPaCIIOAOKEeHHOCTH K pas-
BUTHIO TPOMOOMUANU U YYBCTBUTEABHOCTH K aHTHU-
KOAryAdHTaM IIPOBOAATCA Kak Ha Oase [ICIIOIMY
uM. V. I'T. TTaBAOBQ, TaK U B ADYTUX AUATHOCTAYECKUX
IIeHTPax ropoAa.

Oneprus E. WM. IllBapra He orpaHudyuBarach
yupeskpeHusaMu CaHkT-[letepOypra. B 2000-x rT.
E. WM. IlIBap1 ABASIACA COTPYAHUKOM « Transgenomik
Gaithersburg MD» (CIIIA); B 2001 — 2003 rT. aKTHUB-
HO COAEMCTBOBAA PA3BUTUIO MOAEKYASIPHO-TeHEeTHYe-
CKUX UCCAEAOBAHNM B OOAQCTU r'eHETUKU YeAOBeKa B
HWW pusurko-xuMudecKui MepAunuHbEl 1 Hayunom
1eHTpe 3A0poBhi peTett PAMH (Mockga).

EBrennit MocudoBUY IBASIACS YAEHOM IIPOOAEM-
HOU KOMUCCHU I10 MOAEKYASIPHOM FeHeTHKE YEeAOBEKA
M3 CCCP ¢ 1987 o 1991 1., AoATHE TOABI OBIA YAEHOM
PEAKOANETUH Me>KAYHApPOAHOTO JKypHaAa «Molecular
Genetics and metabolism». M 0IryGAMKOBAHO OKOAO
200 meyaTHBIX paboT, 60Aee 50 — B 3apyOe’KHOMU IIe-
4gaTu. [Top ero pykoBOACTBOM 3aIIUIITEHO HECKOABKO
AECATKOB KAHAUAAQTCKUX U AOKTOPCKUX AUCCEPTAIIUMN.

EBrennit MocudgoBud ObIA TAAGHTAMBLIM OPraHU-
3aTOPOM M PYKOBOAUTEAEM, TPEKPACHBEIM A€KTOPOM,
UCKAIOUUTEABHO AOOPO’KeAaTEeABHBIM UeAOBEKOM C
3apa3sUTEABHBIM YYBCTBOM IOMOPQA, BCETAQ KPUTHU-
YeCKHU OTHOCAIINMCS K COOCTBEHHBIM ycIllexaM. OTO
OBIA 3aMeYaTeAbHBIN, SPKUU, TBOPUECKUM YEeAOBEK,
KOTOPHBIM He paboTan, a >kuA padotoit. E. U. IlIBapriia
HeT ¢ HaMu yXe 17 aeT. JKusus EBrenusa Mocudo-
BuYa obopsarack 1 uronga 2003 r. OpHAKO ero upeu,
€T0 IPEAAHHOCTB AEAY, HayYHAs IIKOAA JKUBYT. CBOM
sHTy3mua3M E. B. IlIBap1 nepepar CBOUM yUEHHKAM,
KOTOPBIe pad0OTaI0T CeTOAHS BO MHOTUX AaDOpaTopu-
X Mupa. Bce co3paHHBIE UM KOAAEKTUBEBI YCIIEIITHO
paboTaroT B HACTOSIIEe BpeMHI.

Kadeppy MEAUIIMHCKOU T€HETUKH, A€ B IIEPBHIE
TOABI ee AeITeABHOCTH TPYAUAUCH U3BECTHHIE CIle-
IIMAAMCTBL B OOAQCTH KAMHUYECKOM U OmoxuMmye-
CKOU TeHETUKU — AOLEHTHI AOKTOP MEAUITUHCKUX
HayK A. M. IToAHIIyK, KAHAMAQT MEAUITMHCKUX HAYK
B. B. KpaCMABHUKOB U KAHAMAAT OMOAOTMYECKUX HAYK
E. W. TararaeBa; TUTOTeHETUKU — aCCHUCTEHTEI KaH-
AUAAT OMoAOrMUecKUX HayK A. B. barags, kaHAuAQT
MeAUIMHCKUX HayK M. B. [Ipo3zopoBa u A. A, [Tpoko-
bBbeBa; MOAEKYASIPHOM F'eHETUKU — KaHAUAAT OHOAO-
rAYeCcKUX HaykK, accucreHT E. A. ITymHOBa, AOKTOD
Onoaormyeckmux Hayk, npodeccop B. H. 'opOyHOBa,
B mepuop, ¢ 2000 mo 2007 rr. Bo3raaBAsiAa Ipodeccop
BukTopus HukoaaeBHa ['opOyHoBa. B HacTosiee
BpeMs KaeApoll PYKOBOAUT YAEH-KOPPECIIOHAEHT
PAH Esrenu#i HaymoBuu MmsauutoB. B KauecTBe
KAMHHWYEeCKOM 0a3bl Kadheppa UCIIOAB3YET TOPOACKOU
MeauKO-reHeTUUeCKIM IIeHTP, TA€ B pa3Hoe BpeMs
BEAM 3aHATUI AOKTOPA, UMelollre OOABIION OIBIT
IPaKTUUYeCKOW paboThl B 0OAACTH KAMHUYECKOU Te-
"HeTuky, A. E. XUTPUKOBa, KAHAUAAT MEAULIMHCKUX
Hayk M. B. BacuABKOBa, KAHAUAQT MEAUIIMHCKUX HAYK
A. K. Bepannckas, A. B. Ag3una, I'. b. BoxopAoBCcKui.
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Cy1ecTBOBaHMe KaeApPHI COBIIAAO C IIEPHOAOM Oyp-
HOT'O Pa3BUTHS MEAUIIMHCKOMN reHEeTUKHU, ollepeska-
IOIero Ipollecc IMpelopaBaHUS 3TOTO IpPeAMeTa.
O0beM IpenopAaBaHNa MEAUITUHCKOM TeHETUKH BABOE
TTPEeBBINIIaeT HOPMAaTUBHI, TPUHSATHIE B OOABIITUHCTBE
MEAWUTTMHCKHUX BYy30B CTPAHBI, HO OH SIBASIETCS SIBHO
HEeAOCTATOYHBIM. AN AMKBUAAQIIUM Pa3pbiBa MEXKAY
HAy4YHBIMU AOCTHJKEHUSIMU U KaueCTBOM OOyuYeHUs
B MEAUIMHCKUX MHCTUTYTaX BCETO MHPA BBOASITCS
AOIIOAHUTEABHBIE KYPCHI IT0 OOIIMM U YaCTHBIM pa3-
AEAAM MOAEKYASIPDHOM MEAUTIMHEL VAeT MHTeHCUBHAS
IIepeloArOTOBKA Bpadel, OOHOBASIOTCSI U CO3AQIOT-
Cs1 HOBBIe Y4eOHUKY 110 OOIITUM U YaCTHBIM pasjpeAaM
MEeAUITMHCKOM reHeTUKu. B 1997 r. 6BIAO BBINTYIIIEHO
IepBoe yueOHO-MEeTOANYECKOe IIOCOOHEe IO MOAEKY-
ASTPHOM AMArHOCTHKE M TeHOTepaluy HaCAEACTBEeH-
HBIX OOAE3He, IOAYUYUBIIIee IINPOKYIO U3BECTHOCTh
[17]. CoycTa ABa ropa nop pepakiimet E. Y. [lBapiia
U3AAaHO BTOPOe yueOHOe I0CO01e, peKOMeHAOBaHHOE
MunzapaBom Poccum K HCIOAB30BaHUIO B MEAUIIH-
CKUX MHCTUTyTax cTpaHel [18]. 1 ceropna xadeapa
aKTUBHO BBINTyCKaeT HAyYHO-METOAMYECKYIO AMTE-
patypy [19, 20]. B 2015 r. ObIA BEIITYIIIEH YU€OHUK 11O
KAMHWYECKOM reHeTuke [21].

NAabopaTOPUIO MOAEKYAIPHOU reHETUKH YeAOBEeKa
HWII «KypuaTtoBckuti uacturyt — [1MAO» B HacTo-
dllee BpeMs BO3TAaBAseT yueHuna Esrennsa Mocudo-
BUYa AOKTOP 6Hororndeckux Hayk Codbs Hukona-
eBHa [Tueamna. B mepuop, ¢ 2003 o 2016 r. Aabopa-
TOopHelN pyKOBOAUA AreKcaHAD AbBoBHY LlIBapiimaH.
Aaboparopust MOAEKYAIPHOU TeHeTUKM YeAOBEKQ, B
KOTOPOM AO HaCTOSIIETO BPEMEHU TPYAITCS U APyTHE
yuenuku Esrenus Mocudosuua — Oavra BacuaveBHa
CupoTkuHa, AHacTacug EBrenbeBHa TapackuHa, B Ha-
CToslllee BpeMs IBASETCSI OAHOM M3 CaMbIX KPYIIHBIX
rabopartopuit OTAeAeHUS MOAEKYASIDHOU U pajpra-
nuonHo# onodusuky HNL] «KypuaToBCcKWi mHCTH-
TyT — ITWUAD». B Helt paboTatoT 60Aee 20 YeAOBEK.
OO0 ycrexaXx KOAEKTHBA TOBOPAT He TOABKO ITyOAU-
KalluU B IPECTUKHBIX PEUTUHTOBBIX KypHaAax [22,
23], Ho Tak>Ke ¥ IOAAEP>KKA HayUHBIX IPOEKTOB KPYII-
HBIMU TpaHTaMU. Tak, B HacTosIee BpeMs HayuHble
UCCAEAOBAHUSA AAOOPATOPUU MOAYUUAU TOAAEPIKKY
2 rpantamu Poccuiickoro HayuHoro goupa (PHO) u
8 rpanTamMu Poccutickoro (poHAa PyHAAMEHTAABHBIX
WCCAEAOBAHUY, N3 KOTOPHIX, YTO OCOOEHHO BayKHO, 4
BBIAQHBI MOAOABIM MCCAEAOBATEASIM.

OTAEA MOAEKYASIPHO-TEHETUYECKUX M HAHOOMOAO-
rudeckux rexaororuti [TICTT0TMY um. M. TT. TTaBroBa
¢ 2003 1m0 2017 r. BOo3rAaBASIA akKapeMuK PAH Muxana
Baapumuposuu AyouHa. B HacTogIee Bpemsa OTAeA
MOAEKYASIPHO-TeHeTUUeCKUX ¥ HAaHOOMOAOTUYeCKUX
TEXHOAOTMM BO3TAABASET AOKTOP OMOAOTHYECKHX
Hayk C. H. [TueanHa, ¥ p@aHHOe IIOAPAa3AEeAeHUe pa-
OOTaeT B TeCHOM COTPYAHUUYECTBe C AabopaTopuen
MOAEKYASIPHOU reHeTHKU yeroBeKa HUIL] «KypuaTos-
ckuit uHCTUTYT — [TUSAOD». B OTAEAE COXpaHIIOTCS
BCe 4 Hay4YHBIX HAlIpaBACHUS, CPOPMHUPOBABIINECS B
TIepPBBIE TOABI CyITleCTBOBaHUSI OTAEAA M 3aA0KEHHEIE
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EBrenuem MocudosruueM: MOAEKYAIPHAsT HEBPOAO-
TUs, MOAEKYASIpDHAs KapAUOAOIHS, MOAEKYASIpHas
IIyABMOHOAOTHS, @ TaK’Ke pa3padaThIiBaeTcs HallpaB-
AeHUe 10 M3YYEeHUIO MOAEKYASIPHBIX OCHOB WMHAM-
BUAYAABHON UYBCTBUTEABHOCTU K ACYEHUIO AHTHU-
ncuxotukaMu. OTAeA COXPAaHUA CBOe M3HAYaAbHOE
Ha3HaueHUe: OH M CETOAHS aBAsgeTcsa 0a30U IpoBe-
AeHUsl (pyHAQMEeHTAAbHBIX HAYYHBIX MCCAEAOBAHUMN
110 IpoOAeMaM MOAEKYAIPHOU MepAuIVHEL Ha Oase
OTaera IPOBOAATCS UCCAEAOBAHMS, COCTABASAIOIINE
OCHOBY AHUCCEPTAIlMOHHBIX MCCAEAOBAHUM IO pas-
AWYHBIM KaK KAMHUYECKHUM, TaK U OMOAOTHUYECKUM
crienMaArbHOCTSIM. K IpOBeAEHUIO HAyUYHBIX UCCAEAO-
BAHUM aKTUBHO IIPUBAEKAETCSI MOAOAEKD, B TOM UU-
CA€ CTYAEHTEL, OpAUHATOPHL, acnupanTel [ICTIOIMY
umM. U. T'T. TTaBroBa. CoTpypHuku OTpaeAa MHOTOKPAT-
HO IIOAYYaAU IIepCOHAABHBIE IPEMUU U OAAEPIKKY
KaK BHYTPeHHUX I'PAHTOB YHUBEPCUTETQ, TaK U I'PaH-
TOB KoMuTeTa 110 HayKe 1 BhICIIe! IIKOAe [ TpaBUTeAb-
crBa Cankr-TleTrepOypra.

B 2016 r., B IIeAdX peaAn3aliii Hay4YHBIX, IPAKTH-
YeCcKUX, 00pa30BaTEABHBIX U COITUAABHBIX MHUITUATUB,
HAIIPABAEHHBIX Ha PAa3BUTHE KOHIENIUY IIePCOHAAN-
3UPOBAHHOU MeAUITUHEI, B Poccuu co3pana Acconu-
alusa CIENUAAUCTOB B OOAACTHM MOAEKYASIPHOU Me-
AULVHBL, MEAUIIMHCKOU U AAaOOPaTOPHOU T'eHETUKU
uM. E. U. [TIBapria. B Poccuu ctaro TpapAUITMOHHBIM
npoBeAeHUe POCCHICKOTO KOHTpecca C MeKAYHAPOA-
HBIM y4acTreM «MOoAeKyASIPHBIE OCHOBBI KAMHUUECKON
MEAUITUHBI — BO3MOJKHOE U peaAbHOe», TOCBSIeHHO-
ronamatu E. U. IIBapa. [TepBbIii KOHI'PECC COCTOSIACS
B 2010 1. B mapTe 2020 r. 3TOT KOHTpPECC IIPOBOAUTCS B
Cankr-IleTepOypre BOT y>ke B 5-11 pa3. Ha KoHrpecce
cobuparoTca yueHukmu EBrenmusa Mocudosuda, KoTo-
PBle B HACTOSIINUM MOMEHT IPOAOAJKAIOT TPYAUTHCS He
TOABKO B Poccun. [ToAy4drB TOT 3apsa ApKOro TOPeHUs,
BBICOKOI'O TPeOOBAHUA K ce0€, K YPOBHIO IIPOBOAUMOTO
HAy4YHOTO UCCAEAOBAHUS, CTPEMAEHHUS K TAYOOKOMY U
BCECTOPOHHEMY QHAAU3Y ITIOAYYAEMBIX PE3YABTATOB U
JKeAaHUS AOBEAEHUS pPe3yAbTaTa AO IPAKTUKHU, MHO-
rue yueHuku EBrenusa Mocudosuya caMu B HaCTOS-
1lee BpeMs BO3TAABASAIOT KOAAEKTHBHI (AOKTOpP Me-
MMIIMHCKUX HayK Oabra AnekcaHApoBHa bepkoBuu
SBASIETCS 3aBEeAYIOIel AaDOpaToOpuel UllleMUYeCKOMN
OOAE3HU CepAlla UHCTUTYTAa CePAEUHO-COCYAUCTBIX 3a-
OoaeBaHUM, IpodeccopoM KadeAps! PaKyABTETCKOM
Tepanuu [ICTIOIMY um. U. I'l. [TaBAOBa; AOKTOpP OUO-
Aormyeckux Hayk Oabra BacuabeBHa CHPOTKHMHA —
3aMeCTUTEAEM AMPEKTOpa MHCTUTYTa MEeAWUITUHCKO-
ro ob6pa3oBaHU4 II0 y4eOHO-MeTOAMYeCKON padoTe,
npodeccopoM KadeApsl AabOPaTOPHOM MEAUIIMHBL U
reHeTUKU HallMoOHaABHOTO MEAUTIMHCKOI'O HICCAEAOBa-
TEeABCKOTO IIeHTpa uM. B. A. AAMa30Ba; KaHAMAQT OHO-
AOTMYECKUX HAayK AHacTtacus EBrenbeBHa TapackuHa
— 3aMeCcTHUTeAeM AUpeKTopa ITo HayuHou paboTte H
MeAUTTUHCKOM Mukoaoruu uM. I'1. H. Karikutia CeBepo-
3arnapHoTro FoCyAQPCTBEHHOI'O MEAUITMHCKOTO YHUBEP-
cutera uM. Y. V1. MeuHnKOBa; AOKTOP OMOAOTMYECKUX
HaykK Codpa HukonraeBHa [TyeamHa — pyKOBOAUTEAEM

OTaena MOAEKYASIPHO-TEHETUYECKUX ¥ HAHOOMOAOTHU-
yeckux TexHororuu [ICIT6I'MY uwm. U. I'T. TTaBAOBa;
MOKTOD MEAMIIMHCKMX HayK BareHTuHa VAbMHMYHA
AapuonoBa — Ilpe3maenToM Acconualuu clelya-
AHUCTOB B OOAGCTU MOAEKYASIPHON MEAULIVHBI, MEAU-
LMHCKOU 1 AabopaTopHoM reHetuky uM. E. U. [1IBapiia,
npodgeccopom Kadeppbl HEANATPUMN U AETCKOU KapAU-
oAoru, mpogeccopoM KapeApbl MEAUTIMHCKOU TeHe-
TrKU CeBepo-3alapAHOrO FOCYAAPCTBEHHOTO MEAUITH-
ckoro yuusepcurera um. V. I. MeuHMKOBa, BEAYIIIUM
HayuHbIM coTpyAHUKOM HUMAO uwMm. I'. V. TypHepa,
HAy4YHBIM PYKOBOAUTEAEM AKAAEMUU MOAEKYASD-
HOM MeAuIIMHEL). MHorue yueHUKHU (A. A. [OABTIIOB,
O. IO. TToranosa, C. I'l. IeBnos, C. C. bapaHoBckas,
M. B. Boakogag, E. B. ®ommuesa, A. M. llleiipnHa) TPY-
MATCS B 3apyOe>KHBIX AabopaTtopusix. Ho Bce onu He-
CYT TAyOOKYIO OAQropA@pHOCTDb yunTeAro — EBrenmnio
HNocudosnuy IlIsapiy.

KondpamrT nuTepecos

ABTODBI 3aIBUAU 00 OTCYTCTBUHU NIOTEHIIMAABHOTO KOH@-
AMKTa UHTEPECOB.

Conflict of interest

Authors declare no conflict of interest.

CooTBeTCTBHE HOpMaM 3THURU

ABTOPBHI IIOATBEPIKAQIOT, YTO COOAIOAEHBI ITpaBa AIOAEH,
IIPUHUMABIINX y4aCTHE B UCCAEAOBAHUM, BKAIOYAS IIOAYYe-
HUe NH(POPMHUPOBAHHOTO COI'AACHS B TEX CAyYasiX, KO'Aa OHO
HeOOXOAMMO, ¥ IIPaBUAQ OOpAIlleHUs C JKUBOTHBIMU B CAyYasax
UX UCIIOAB30BaHUsA B pabore. [Toapo6Hasa nHdopManus co-
Aepskutcst B [IpaBuAax AAST aBTOPOB.

Compliance with ethical principles

The authors confirm that they respect the rights of the
people participated in the study, including obtaining informed
consent when it is necessary, and the rules of treatment of
animals when they are used in the study. Author Guidelines
contains the detailed information.

JIMTEPATYPA

1. lsapy E. U., Kaboes O. K., ITonbyos A. A. u op.
TIpaitmep3aBrucumast aMIIMpUKaLys IByX Y4aCTKOB B-IJIO-
OMHOBOTO reHa yenoseka // buoopran. xumus. — 1988. —T. 14,
Ne 11. — C. 1577-1579.

2. Ckpsibun b. B., Kosanvuyk JI. A., Xaneuumckuii C. E.
u Op. Tlpaiimep3aBrucuMas aMIUIMGUKALKS ABYX y4aCTKOB
B-INIOOMHOBOTO T'eHa YelioBeka // buoopran. xumust. — 1989. —
T. 15, Ne 12. — C. 1690-1692.

3. Schwartz E. I., Goltsov A. A., Kaboev O. K. et al. A nov-
el frameshift mutation causing b-thalassaemia in Azerbaijan //
Nucleic Acids Research. — 1989. — Vol. 17. — P. 3997.

4. Polymerase chain reaction amplification from dried
blood spots on Guthrie cards / E. I. Schwartz, S. E. Khalchit-
sky, R. C. Eisensmith, S. L. Woo // Lancet. — 1990. —
Vol. 336. — P. 639-640.

5. Boponuna O. B., I'atimcxoxu B. C., Illlsapy E. U. u op.
ITonumepasznas nenHas peakuus B aHanuze aenennu F-508
npu Kucto3HoMm ¢udbpose // buoopran. xummsa. — 1990. —
T. 16. — C. 1430-1431.

6. bapanoeckas C. C., Lllesyos C. I1., Maxcumosa C. I1.
u Op. CHeKkTp MyTallMOHHBIX MOBPEXICHHUI TeHa (HeHUII-
AJIAaHMHTHIPOKCHIIa3bl y  OOJIBHBIX  (DEHMIJIKETOHYpHEH

13



ITueauna C. H. / Yuensle 3anucku CII6I'MY um. axag. U. I1. I[TaBroBa T. XX VII Ne 1 (2020) C. 9—15

r. Cankr- [TerepOypra // [loki. Axazn. Hayk . — 1995. —T. 340,
Ne 5.—C.709-711.

7. Baranovskaya S., Shevtsov S., Maksimova S. et al. The
mutations and VNTRs in the phenylalanine hydroxylase gene
of phenylketonuria in St Petersburg // J. Inherit. Metab. Dis. —
1996. — Vol. 19, Ne 5. — P. 705.

8. Baranovskaya S., Kudinov S., Fomicheva E. et al. Age as
arisk factor for myocardial infarction in Leiden mutation carri-
ers // Mol. Genet. Metab. — 1998. — Vol. 64, Ne 2. —P. 155-157.

9. Sverdlova (Sheidina) A. M., Bubnova N. A., Baranov-
skaya S. S. et al. Prevalense of the methylenetetrahydrofolate
reductase (MTHFR) C677T mutation in patients with veins of
lower limbs // Molecular genetics and metabolism. — 1998. —
Vol. 63. — P. 35-36.

10. Basunosa T. B., Cupomxuna O. B., Kaounckas M. U.
u Op. CrpykrypHsie nomumopdusmel rera CYP2C9 u ux
3HauYCHHE B NMPOQPHUIAKTHKE TPOMOOIMOOINISCKUX OCIIOXK-
HeHUH Bap(dapuHOM y OOJBHBIX C MCKYyCCTBEHHBIMM KJla-
ma"Hamu cepana // Yaen. 3an. CIToI'MY uwm. U. I1. [1aBnoBa. —
2003. —T. 10, Ne 4. — C. 40-46.

11. Pchelina S. N., Sirotkina O. V., Taraskina A. E. et al.
The frequency of cytochrome P450 2C9 genetic variants in
Russian population and their associations with individual sen-
sitivity to warfarin therapy // Thromb. Res. —2005. —Vol. 115,
Ne 3. —P. 199-203.

12. A rapid and simple DNA fingerprinting method by
means of RFLP and SSCP analysis of the hypervariable non-
coding region of human mitochondrial DNA/E. A. Pushnova,
S. N. Ahmedova (Pchelina), S. P. Shevtsov, E. I. Schwartz //
Hum. Mutat. — 1994. — Vol. 3. — P. 292-296.

13. Mandelshtam M., Chakir K., Shevtsov S. et al. Prev-
alence of Lithuanian mutation among St. Petersburg Jews
with familial hypercholesterolemia // Hum. Mutat. — 1998. —
Vol. 12, Ne 4. — P. 255-258.

14. Identification of the C-->T polymorphism in the +93
position of the apo(a) gene by mismatch PCR-mediated
site-directed mutagenesis and restriction enzyme digestion /
M. V. Volkova, V. 1. Vasina (Larionova), G. 1. Obraztsova,
E. I. Schwartz // Biochem. Mol. Med. — 1996. — Vol. 59,
Ne 1. -P.91-92.

15. The combination of glycoprotein IIla P1(A) poly-
morphism with polymorphism of serotonin transporter as an
independent strong risk factor for the occurrence of coro-
nary thrombosis / E. Schwartz, D. Demidova, O. Sirotkina,
S. Kudinov // Molecular Genetics and Metabolism. —2003. —
Vol. 79, Ne 3. — P. 229-230.

16. GIln-Argl191 polymorphism of paraoxonase and Par-
kinson’s disease / S. Akhmedova (Pchelina), S. Anisimov,
A. Yakimovsky, E. Schwartz // Human Heredity. — 1999. —
Vol. 49. — P. 178-180.

17. I'opbynosa B. H., Bapanos B. C. BBenenne B Mmose-
KYJSIDHYIO TUarHOCTHKY Y T€HOTEPAITHIO HACJIEICTBEHHBIX
3a6osieBanuii. — CI16.: Cuew. nut., 1997. — 287 c.: ni.

18. I'opbynosa B. H. MonekyIisipHbIC OCHOBBI MEIHUITHHCKOMN
renetuku. — CI16.: Matepmenuka, 1999. — 209 c.: mi.

19. Baxapnosckuti B. I, Pomanenxo O. II., I'opbyno-
6a B. H. I'enetuka B nmpaktuke nenuarpa. — CI10.: denukc,
200 c. — 288 c.: ui.

20. [opbynosa B. H. MonekynspHasi T€éHETHKa — IIyTh
K MHAMBUAYAJIbHOW MEPCOHAIM3UPOBAHHONW MeauiuHe //
Tlenuarp. —2013. — T. 4, Ne 1. — C. 115-121.

21. Knuanueckas reHetuka: y4ue0. / B. H. I'opbyHosa,
J. JI. Crpexkanos, E. H. Cycnmuern, E. H. UmsauTos. — CI10.:
dommant, 2015. — 396 c: ui.

22. Pchelina S. N., Baydakova G. V., Nikolaev M. A. et
al. Blood lysosphingolipids accumulation in patients with
Parkinson’s disease with GBA mutations // Mov. Disord. —
2018. —Vol. 33, Ne 8. — P. 1316-1321.

14

23. Emelyanov A. K., Usenko T. S., Tesson C. et al. Mutation
analysis of Parkinson’s disease genes in a Russian data set //
Neurobiol. Aging. —2018. — Vol. 71. — P. 267.e7-267.e10.

REFERENCES

1. Schwartz E. 1., Kaboev O. K., Gol’tsov A. A., Vino-
gradov S. V., Lebedenko E. N., Berlin Yu. A. Amplification
of two segments of the human b-globin gene by means of
polymerase chain reaction. Russian Journal of Bioorganic
Chemistry. 1988;14(11):1577-1579. (In Russ.).

2. Skryabin B. V., Kovalchuk L. A., Khal’chitskii S. E.,
Gol’tsov A. A., Kaboev O. K., Plutalov O. V., Berlin Yu. A.,
Schwartz E. I. Identification of mutation in the 12th exon
of the phenylalanine gene in patients with phenylketonuria.
Russian Journal of Bioorganic Chemistry. 1989;15(12):1690—
1692. (In Russ.).

3. Schwartz E. 1., Goltsov A. A., Kaboev O. K. et al. A nov-
el frameshift mutation causing b-thalassaemia in Azerbaijan.
Nucleic Acids Research. 1989;17:3997.

4. Schwartz E. 1., Khalchitsky S. E., Eisensmith R. C.,
Woo S. L. Polymerase chain reaction amplification from dried
blood spots on Guthrie cards. Lancet. 1990;336:639-640.

5. Voronina O. V., Gaitskhoki V. S., Schwartz E. 1., Pota-
povaO. Yu., Berlin Yu. A., Plutalov O. V., Gembitskaya T. E.
Polymerase chain reaction in the analysis of deletion F-508
in cystic fibrosis. Russian Journal of Bioorganic Chemistry.
1990;16(10):1430—-1431. (In Russ.).

6. Baranovskaya S. S., Shevtsov S. P., Maksimova S. P.,
Kuzmin A. 1., Schwartz E. 1. The mutations and VNTRs in
the phenylalanine hydroxylase gene of phenylketonuria in St
Petersburg. Academy of Science Reports. 1995;340(5):709—
711. (In Russ.).

7. Baranovskaya S., Shevtsov S., Maksimova S., Kuz-
min A., Schwartz E. The mutations and VNTRs in the phenyl-
alanine hydroxylase gene of phenylketonuria in St Petersburg.
J Inherit Metab Dis. 1996;19(5):705.

8. Baranovskaya S., Kudinov S., Fomicheva E., Vasina
(Larionova) V., Solovieva D., Khavinson V., Schwartz E. Age
as a risk factor for myocardial infarction in Leiden mutation
carriers. Mol Genet Metab. 1998;64(2):155-157.

9. Sverdlova (Sheidina) A. M., Bubnova N. A., Ba-
ranovskaya S. S., Vasina (Larionova) V. L., Avitisjan A. O.,
Shwartz E. 1. Prevalense of the methylenetetrahydrofolate
reductase (MTHFR) C677T mutation in patients with veins
of lower limbs. Molecular genetics and metabolism. 1998;
63:35-36.

10. Vavilova T. V., Sirotkina O. V., Kadinskaya M. 1.,
Gricenko V. V., Orlovskiy P. 1., Ulitina A. S., Polezhaev D.
A., Schwartz E. I. Structural polymorphisms of the CYP2C9
gene and their significance in the prevention of thromboem-
bolic complications with warfarin in patients with artificial
heart valves. The Scientific Notes of the Pavlov University.
2003;10(4):40—46. (In Russ.).

11. Pchelina S. N., Sirotkina O. V., Taraskina A. E., Vavi-
lovaT. V., Shwartsman A. L., Schwartz E. I. The frequency of
cytochrome P450 2C9 genetic variants in Russian population
and their associations with individual sensitivity to warfarin
therapy. Thromb Res. 2005;115(3):199-203.

12. Pushnova E. A., Ahmedova (Pchelina) S. N., Shev-
tsov S. P., Schwartz E. I. A rapid and simple DNA finger-
printing method by means of RFLP and SSCP analysis of
the hypervariable noncoding region of human mitochondrial
DNA. Hum Mutat. 1994;3:292-296.

13. Mandelshtam M., Chakir K., Shevtsov S., Golub-
kov V., Skobeleva N., Lipovetsky B., Konstantinov V., De-
nisenko A., Gaitskhoki V., Schwartz E. Prevalence of Lith-
uanian mutation among St. Petersburg Jews with familial
hypercholesterolemia. Hum Mutat. 1998;12(4):255-258.



Pchelina S. N. / The Scientific Notes of Pavlov University Vol. XXVII Ne 1 (2020) P. 9—15

14. Volkova M. V., Vasina (Larionova) V. 1., Obraztso-
va G. L., Schwartz E. 1. Identification of the C-->T polymor-
phism in the +93 position of the apo(a) gene by mismatch
PCR-mediated site-directed mutagenesis and restriction en-
zyme digestion. Biochem Mol Med. 1996;59(1):91-92.

15. Schwartz E., Demidova D., Sirotkina O., Kudinov S.
The combination of glycoprotein IIla P1(A) polymorphism
with polymorphism of serotonin transporter as an independent
strong risk factor for the occurrence of coronary thrombosis.
Molecular Genetics and Metabolism. 2003;79(3):229-230.

16. Akhmedova (Pchelina) S., Anisimov S., Yakimov-
sky A., Schwartz E. Gln-Argl191 polymorphism of paraox-
onase and Parkinson’s disease. Human Heredity. 1999;49:
178-180.

17. Gorbunova V. N., Baranov V. S. Introduction to mo-
lecular diagnostics and gene therapy of hereditary diseases.
St.Petersburg, Special literature, 1997:287. (In Russ.).

18. Gorbunova V. N. The molecular basis of medical ge-
netics. St.Petersburg, Intermedika, 1999:209. (In Russ.).

Hudopmauus 06 aBTope

19. Vaharlovskiy V. G., Romanenko O. P., Gorbuno-
va V. N. Genetics in pediatric practice. St. Petersburg, Phoe-
nix, 2009:288. (In Russ.).

20. Gorbunova V. N. Molecular genetics — the way to per-
sonalized medicine. Pediatrics. 2013;4(1):115-121. (In Russ.).

21. Gorbunova V. N., Strekalov D. L., Suspicin E. N.,
Imianitov E. N. Clinical genetics. St. Petersburg, Foliant,
2015:396. (In Russ.).

22. Pchelina S. N, Baydakova G. V., Nikolaev M. A., Sen-
kevich K. A., Emelyanov A. K., Kopytova A. E., Miliukhi-
na . A., Yakimovskii A. F., Timofeeva A. A., Berkivich O. A,
Fedotova E. Y., Illarioshkin S. N., Zakharova E. Y. Blood lyso-
sphingolipids accumulation in patients with Parkinson’s disease
with GBA mutations. Mov Disord. 2018;33(8):1316-1321.

23. Emelyanov A. K., Usenko T. S., Tesson C., Senkev-
ich K. A., Nikolaev M. A., Miliukhina I. V., Kopytova A. E.,
Timofeeva A. A., Yakimovsky A. F., Lesage S., Brice A., Pche-
lina S. N. Mutation analysis of Parkinson’s disease genes in a
Russian data set. Neurobiol Aging. 2018;71:267.e7-267.¢10.

IMTueanna Codess HukoaraeBHa, AOKTOP OMOAOTMUECKUX HayK, PYKOBOAUTEAD OTAEAA MOAEKYASIPHO-TeHEeTUYeCKUX U HAHOOUOAOT' M-
yeckux rexHororuvt HULL, T'lepsoiit CauKT-ITeTepOyprcKuii rocyAapCTBEHHBIN MEAUIITMHCKUHN YHUBEPCUTET UM. akaa, M. IT'l. [TaBroBa

(Cankr-ITeTepOypr, Poccus), ORCID: 0000-0001-7431-6014.

Information about authors

Pchelina Sofya N., Dr. of Sci (Biol.), Head of the Department of Molecular Genetic and Nanobiological Technologies of the Re-
search Center, Pavlov University (Saint Petersburg, Russia), ORCID: 0000-0001-7431-6014.

15



	редколлегия_1_20
	записки_1_20_статьи
	редколлегия_1_20
	редколлегия_1_20
	редколлегия_1_20
	редколлегия_1_20
	редколлегия_1_20
	редколлегия_1_20

