Meauko-OMo/1oruuecKkme

npooaeMbl

2KHN3HeaAeATe/IbHOCTH

HayuyHo-TIpakTHdecKuil perieH3upyeMbIH KypHaA

YupenuTean
FocymapcTBEHHOE yUpexKAeHHE
«PecryOAMKAHCKHN HAy4YHO-
IPaKTUYECKUH [EHTP
paguallioOHHOH MEAUITNHEI

U 9KOAOTHH YE€AOBEKaA»

KypHaA BKAIOYEH B:

e IJlepedyeHpr Hay4HBIX H3Oa-
Huit Pecnybauku Beaapycs
[AS OIIyOAMKOBAHUS OUCCEP-
TAlMOHHBIX  HCCAEIOBaHHUM
10 MEIUIIMHCKOM u 0610AO0-
TUYECKOM OTpacAaM HayKH
(31.12.2009, mpoTokoa 25/1)

e [lepeueHb XXypHaAOB U HU3Ia-
Huitt BAK Muno6pHayku PP
(penmakiiua mait 2012r.)

JXypHaA 3aperHCTPHPOBaH
MuHnCcTEpCTBOM MH(POPMAITHHA
Pecniybanku Beaapych,

Csuz. Ne 762 ot 6.11.2009

TToamucano B meyath 28.03.14.
dopmar 60x90/8. Bymara occerHad.
Tapuutypa «Times New Romanno.
ITegyats mudposas. Tupaxk 211 sKs3.
Yca. miedq. A. 17,8. Yu.-usn. a. 16,01.
3ak. 1203.

Uzpareas I'Y «PecriybanKaHCKUHA
Hay4YHO-IIPAKTUYECKUU LIEHTP
PaguaunoOHHON MEeQUIIMHBI H 9KOAOTHH
YeAOBEKA»

AU Ne 02330/619 ot 3.01.2007 1.
IIpomaena mo 03.01.2017

Orneyarano B @uarasre BOPEUILL
PHUYIT (UHCTUTYT PaaOAOTHMY.
220112, r. MuHCK,

ya. [lInuaeBckoro, 59, momerenue 7H

ISSN 2074-2088

T'AaBHBIH peZakToOp
A.B. Poxko (x.M.H., JOIIEHT)

PenmakinmuHoHHass KOAAETHS

B.C. ABepuH (x.6.H., 3aM. TA. pemakrTopa), B.B. AHUYKHUH
(n.M.H., npodeccop), B.H. BeagroBckuit (1.M.H., mpodeccop),
}0.B. Bucenbepr (k.6.H., oTB. cekperaps), H.I'. BaacoBa
(x.6.H., poment), A.B. Beanyko (K.M.H., [OOLIEHT),
B.B. EBceenko (k.1nic.H.), C.A. Ur'yMHOB (x.M.H., Ipodeccop),
A.B. KoporaeB (k.M.H.), A.H. ApI3UKOB (O.M.H., IIpoceccop),
A.B. Maxkapuuk (k.M.H., npoueHt), C.B. MearHOB (m.0.H.,
npodpeccop), D.A. HagpipoB (K.M.H., noneHT), .A. HoBuKOBa
(o.Mm.H., mpodeccop), O.H. IlaaTomkuH (K.M.H., OOIIEHT),
3.A. IloBeaunna (k.M.H.), FO.U. Poxkko (k.M.H.), M.I". Pycaaesko
(x.m.H.), AE. Cname (x.6.H.), A.H. CroxapoB (x.6.H.,
npodeccop), O.B. Yepnbmn (k.M.H.), A.H. llykaHoB (K.M.H.),
H.U. IlleBuenko (k.6.H.)

PesakuHOHHEBIH COBET

B.1. Xapko (MHHUCTp 3mgpaBooxpaHeHus Pecrybamka Beaa-
pych, MuHcK), A.B. AkaeeB (o.M.H., mpoceccop, YeasaOMHCK),
C.C. AnekcanmH (m.M.H., npodeccop, Cankr-Ilerepbypr),
[.A. Basmpika (z.M.H., mpodeccop, Kwuen), A.Il. Buprokon
(o.m.H., mpodeccop, MockBa), A.A. Bokepua (o.M.H., akaze-
muk PAH u PAMH, Mockga), A.}O. BymmMaHoB (o.M.H., Ipo-
¢eccop, Mockra), .U. HenoB (a.M.H., akageMuk PAMH, Mo-
ckBa), IO.E. [eMumuuk (a.M.H., daeH-KoppecnoHneHT HAH
PB, MuHck), M.II. 3axap4yeHKo (O.M.H., Ipoceccop, CaHKT-
[TeTepbypr), A.A. UapuH (o.M.H., akagemMuk PAMH, Mocksa),
K.B. Korenko (m.M.H., mpodeccop, MockBa), B.IO. Kpas1iioB
(n.6.H., 1mpodpeccop, Caukr-Ilerepbypr), H.I. KpydwuHckuii
(o.m.H., MuHck), T.B. Moxopt (a.M.H., mpodeccop, MuHCK),
J.A. TluaeBuy (MuHck), B.}O. PeiOHUKOB (I.M.H., IIpodeccop,
Cauxkr-IlerepOypr), B.I1. CoIThI (I.M.H., Ipodeccop, MUHCK),
H.A. Tpoubko (m.M.H., mpodpeccop, Kwues), B.II. PuaoHoB
(o-Mm.H., mpodeccop), B.A. dunroHIOK (K.M.H., OOIIeHT, MUHCK),
P.A. YacHOHTS (K.2.H., MuHck), B.E. llleBuyK (K.M.H., MHHCK)

TexHUYECKUH peaakTop
C.H. HukonoBHUY

Anpec pemakiHu

246040 r. l'omeas, ya. Mabnya, a. 290,

'y «PHIILL PM u O4», penakiyg xKypHasa

Tea (0232) 38-95-00, dakc (0232) 37-80-97

http:/ /www.mbp.rcrm.by e-mail: mbp@rcrm.by

© T'ocynapCTBEHHOE yUpEXKIECHUE

«PecrrybANKaHCKHUH HAyJHO-IIPAKTHYECKHUH
LEHTP PaauallMOHHON MEAUIIMHBI 1
3KOAOTHUH 4YeroBeKar, 2014



Medical and
Biological Problems
2014 of Life Activity

No 1(11)

Founder

Republican Research Centre
for Radiation Medicine

and Human Ecology

Journal registration
by the Ministry of information
of Republic of Belarus

Certificate No 762 of 6.11.2009

© Republican Research Centre
for Radiation Medicine
and Human Ecology ISSN 2074-2088



Cooeporcarnue

Content

0030pbl u npodemHble cmamou

IO.I. I'puropses, A.I1. Bupokos
Panno6uosmoruss MOOMIBHONH CBSI3U: CO-
BpPEMEHHBIE aCMEKThl (DyH/IaMEHTaIbHBIX
U TIPUKIIAIHBIX UCCIIeTOBAHHIMA

P.K. Ancanukos, K.b. UopaeBa, JI.M. IIuBu-
Ha, A.M. Hypranosa, A.B. JInnuxnna

Hayuno-meTogonoruyeckue 0CHOBBI MO-
HUTOPUHTA COCTOSIHUSI 3J0POBBSI IKC-
MOHUPOBAHHOTO paJHvaleil HaceIeHUus
Bocrouno-Kazaxcranckoil oomacTu

Meouxo-ouonocuueckue npoonemol

A.JO. AbpocumoB, M.U. PrikenkoBa
[TanunaspHbIN paK MUTOBUIHOMN XKEJIE3bI
nociue aBapuu Ha YepHoObuibckoit ADC:
MOp(OJIOrHYeCKue OCOOCHHOCTH Iep-
BUYHBIX U PELIUINBHBIX OILyXOJIEH

E.A. Ipo3n, FO.B. Bucenoepr, H.I'. BiacoBa
OcobenHoct (OPMHUPOBAHUST HHIUBH-
JyaJlbHBIX J103 BHYTPEHHETO OOIydYeHHS
HaCEeJICHHUs, TIPO’KMBAIOLLETr0 Ha PaInOaK-
TUBHO 3arpsiI3HEHHON TEppUTOpUN

A.B. UBaHoBa

Cocrostaue JIMTIIONIEPOKCHU AU B MUTO-
XOHAPUAX MO3ra IIPU THUIIOTIIMKEMHYEC-
CKOM CyAOPOXHOM CHHAPOMC W pa3jiny-
HBIX CITOC00aX ero KynmupoBaHUs

N.H. HuxonaiixoBa, C.11. Bepumununa
[loka3zaren IMMYHHOT'O CTaTyca y MalyeH-
TOK C HOCHUTCIILCTBOM BHUpPYCa NAIINIJIOMBIL
YCJIOBEKA BBICOKOI'O OHKOI'CHHOT'O pHUCKa

A.H. llepeBoioukuii, T.B. IlepeBoJionkast

[IporHo3nas oreHka 0OHEMHOM aKTUBHO-
CTH paguOaKTUBHBIX M30TOIIOB MHEPTHBIX
ra30B MPU MITaTHOM U aBapUITHOM BBIOPO-
ce benopycckoit ADC ¢ peakropom BBOP

I1.B. Yp:xkymoB, A.B. Bo3uiosa, II.H. JloHos,
E.A. bannoBa, A.B. AkiieeB

Cas13p nonuMop(u3mMa reHoB CUCTEM peria-
pauuu /IHK ¢ moBbIIEHHBIM YPOBHEM XPO-
MOCOMHBIX a0epparnuii y 00Iy4eHHBIX JIUILL

17

24

33

39

47

53

Reviews and problem articles

Y. G. Grigoriev, A.P. Birukov

Radiobiology mobile communication:
modern aspects of fundamental and ap-
plied research

R.K. Apsalikov,Zh.B. Ibrayeva, L.M. Pivina,
A.M. Nurtanova, A.V. Lipikhina

Scientific-methodological bases of health
monitoring of population of East Kaza-
khstan region exposed to radiation

Medical-biological problems

A.Yu. Abrosimov, M.1. Ryzhenkova

Papillary thyroid carcinoma after Cher-
nobyl accident: morphology of primary
and recurrent tumors

E. Drozd, Yu. Visenberg, N. Vlasova
Peculiarities of formation of individual
doses of internal exposure in population
residing on the contaminated territory

A.V. Ivanova

Lipoperoxidation state of rat brain mito-
chondria at hypoglycemic convulsive syn-
drome and different ways of its arresting

L.N. Nikolaykova, S.I. Vershinina
Immune status in patients with human
papillomavirus carriage high risk

A.N. Perevolotsky, T.V. Perevolotskaya

The predictive estimate of volumetric ac-
tivity of radioactive isotopes of inert gases
under normal and emergency emission of
the Belarusian NPP with the PWR reactor

P.V. Urzhumov, A.V. Vozilova, P.N. Donov,
E.A. Blinova, A.V. Akleev

Association of the DNA repair systems
genes with elevated levels of chromo-
somal aberrations in exposed individuals



Cooeporcarue

Content

N.A. laxTamupos, P.X. INaiipadexos, X.M. My-
THeBa, B.I1. Tepaeuxnii, B.}FO. KpaBuos

bruonHmukams Te€HOTOKCHYHOCTH CTOM-
KMX OpraHMYeCKHX 3arpssHuteneit B Ye-
yeHckol Pecmyomuke. CooOmienne 1. Mu-
KpOSIIEPHBIN TECT B APUTPOIMTAX MTHII

N.A. axTamupos, P.X. IN'aiipadexos, X.M. My-
THeBa, B.IL. Tepaeuxnii, B.;O. KpaBuos

bruonHauKanys reHOTOKCUYHOCTH CTOM-
KHUX OPraHMYecKHX 3arpsisHuTesnei B Ye-
yeHckoil PecmyOnuke. CooOmienue 2.
MHUKpOsIIEpHBII TECT B 3pUTPOLIUTAX PIO

Knunuueckana meouyuna

HU.H. Mopo3, T.I. CBetsioBuy, T.B. Kaiununa
Ou3nyecKu M IICUXOJIOTHUCSCKAM KOM-
TIOHEHTHI 3J0POBBhS KaK XapaKTEPUCTUKHU
KaueCTBa KW3HU JIWI MTOXKUIIOTO U CTap-
YECKOTO BO3pacTa MPHU Pa3HBIX YCIOBUIX
OKa3aHMs MEINKO-COIMAIFHOM ITOMOIITH

0.B. Mypauko, O.K. Kyaara
OHJIOKpUHHBIE PACCTPOMCTBA y JKEHIIUH
pPENpPOIyKTUBHOTO BO3pacTa ¢ J0OpOKa-
YCCTBCHHBIMU KHCTO3HBIMH OIIYXOJISIMU
SIMYHHUKOB

H.M. Oramnecsn, A.I. Kapanersn
OtnasnieHHble  MEAMIIMHCKUE  TOCHEN-
ctBus aBapuu Ha YADC: Guonornueckuit
BO3pACT U Ka4€CTBO JKU3HU JIMKBUJIATOPOB

A.E. Cuiaun, A.B. Koporaes, B.H. Maptun-
KOB, A.A. Cuiiuna, T.B. KozioBckasn, U.b. Tpo-
namko, C.M. MapTbIHEeHKO

Anamm3 CIICKTpa 'rCHETUYCCKHUX BapHaH-
TOB pELENTOpa JUIONPOTCHHOB HHU3KOH
IUIOTHOCTH B I'PYHIIC MAIIUCHTOB C T'UIICP-
XOJIECTEpUHEMUEH

E. A. CaennoBa, A. A. T'onuap

IlepBuuHEBIlM rUNepHapaTupeos: 3HAYUUMbIE
YIBTPA3BYKOBLIC KPUTCPUU B JUATHOCTH-
K€ aICHOMBI HapaHlHTOBHHHOﬁ JKCIIC3bI

M.B. ®pugman, C.B.
H.H. Casga, 10.E. lemugunk

Pesynbrarel Je4eHMs CIIOPaAUMYECKOrO
NANWUBIPHOTO paka UIUTOBUIHON XKeJle-
3bl y I€TE€H U MTOJPOCTKOB

MaHbKOBCKasi,

65

71

76

82

90

98

104

111

I.Ya. Shahtamirov, R.Kh. Gayrabekov,
Kh.M. Moutieva, V.P. Terletskiy, V.Yu. Kravtsov

Bioindication genotoxicity of persistent
organic pollutants in Chechen Republic.
Message 1. Micronucleus test in chicken
erythrocytes

I.Ya. Shahtamirov, R.Kh. Gayrabekoyv,
Kh.M. Moutieva, V.P. Terletskiy, V.Yu. Kravtsov

Bioindication genotoxicity of persistent
organic pollutants in Chechen Repub-
lic. Message 2. Micronucleus test in fish
erythrocytes

Clinical medicine

I.Moroz, T. Svetlovich, T. Kalinina

Physical and psychological health compo-
nents as characteristics of quality of life of
elderly and old people in various settings
of medical and social care provision

0.V. Murashko, O.K. Kulaga

Endocrine disorder in women of repro-
ductive age with benign cystic ovarian
tumors

N.M. Hovhannisyan, A.G. Karapetyan

The remote medical consequences of
failure on Chernobyl NPP: biological age
and quality of the life of liquidators

A. Silin, A. Korotaev, V. Martinkov, A. Silina,
T. Kozlovskaya, I. Tropashko, S. Martynenko

Spectrum analysis of genetic variants of low
density lipoprotein receptor in the group of
patients with hypercholesterolemia

H. Sleptsova, A. Gonchar

Primary hyperparathyroidism: significant
ultrasound criterias in diagnostics of par-
athyroid adenoma

M. Fridman, S. Mankovskaya,
Yu. Demidchik.

Sporadic papillary thyroid carcinoma in
children and adolescents: the results of
treatment

N. Savva,



Cooeporcarnue

Content

HU.M. Xmapa, 10.B. Makapoa, C.B. IleTpen-
Ko, C.M. YaiikoBckuii

Honnas obecrieueHHOCTS jieTeid B benmapycu

B. HInyneiiko, K. Ilyrayesa, /I. HoBuk, Hao-
To Takaxamim

[lepokcunaza — HEraTUBHBINA OCTpPBII MH-
€JIOMTHBIN TIeiKo3 ¢ b dy3HBIM U TpaHy-
JSIPHBIM TIIMKOT€HOM B OJTaCTHBIX KIIETKaX

Oomen onvimom

K.H. AncaaukoB, A.B. Jlunuxuna, II.B. Ka-
KyINoBa

Teppuropuss u Hacenenue Kaparanaus-
ckoii obmactu Pecnyonuku Kaszaxcran,
[IOCTpaJiaBlIMEe B peE3yibTaTe MAesTelb-
HocTH CeMHUNaJIaTUHCKOTO HCIbITaTENb-
HOTO SIIEPHOTO IOJINTOHA. ApPXHBHO-
aHAJIUTUYECKas CIIPaBKa

A.Il. Bupokos, E.B. Bacuasen, C.M. [lyman-
ckuii, U.A. I'ancran, H.M. Hanexuna

[Ipumenenne OM3HeC-UHTEIUICKTYaTbHBIX
texaonorut OLAP u DATA MINING nisg
ONEPaTUBHOIO AaHaJIW3a PaJAUAIMOHHO-
SMUAESMHAOIOTHYECKUX TaHHBIX

C.a. BpunkeBuny, O.I.
I.B. Un:k, FO.®. [Monoiiko

[T03UTPOHHO-IMUCCHOHHAS TOMOTPaHSL.
Yactp 2: CUHTE3 U MEITUIIMHCKOE TPUMe-
HEeHHe paanodapMalieBTHUSCKUX Mperna-
paroB, MeYCHBIX '°F

CykoHKo,

ALIl CajlMBOHYMK, E.C.
C.B. 3b1021€Ba

I/IMMyHOFJIO6yJII/IH JJI ITIOAKOXXKHOT'O BBC-
ACHUA KakK IIperiapar BLI60pa Ipu Jicuc-
HUHU  TICPBUYHOTO I/IMMYHOILC(I)I/ILII/ITEU
HUCTOpUA Oome3Hu

TuxoHoBa,

[IpaBuna njig aBTOPOB

120

129

135

141

151

163

171

I. Khmara,
S. Tchaikovsky

Iodine sufficiency of children in Belarus

Y. Makarova, S. Petrenko,

V. Shpudeiko, J. Pugacheva, D. Novik, Nao-
to Takahashi

Peroxidase negative acute myeloid leuke-
mia with a diffuse or granular form of
glycogen in blast cells. Case Report

Experience exchange

K.N. Apsalikov, A V.
Sh.B. Zhakupova

Territory and population of Karaganda
regionof the Republic of Kazakhstan af-
fected by the activity of Semipalatinsk
nuclear test site. Archival analytical ref-
erence

Lipikhina,

A.P. Biryukov, E.V. Vasil’ev, S.M. Dumansky,
I.A. Galstjan, N.M. Nadezhina

Application business intelligent tech-
nologies OLAP and DATA MINING for
operational analysis radiation-epidemio-
logical data

S.D. Brinkevich, O.G. Sukonko, G.V. Chizh,
Yu.F. Poloiko

Positron-Emission Tomography. Part 2:
Synthesis and Medical Applications of
F-Labeled Radiopharmaceuticals

A.P. Salivonchik, E.S. Tikhonova, S.V. Zybleva
Immunoglobulin for subcutaneous ad-
ministration as the drug of choice in the
treatment of primary immunodeficiency:
a case history



A.E. Cunun, A.B. Kopomaes, B.H. Mapmunxog u Op.

VIK [616.153.922:575]-071

A.E. Cuann, A.B. Koporaes,

B.H. MaptunkoB, A.A. Cuiaunna,
T.B. Koziosckas, U.b. Tponamiko,
C.M. MapTbIHEeHKO

AHAJIN3 CIIEKTPA TEHETUYECKHUX BAPUAHTOB PELIEIITOPA
JUIIOMMPOTEVMHOB HU3KOM IVIOTHOCTH B I'PYIIIE
IMAIIMEHTOB C THNIIEPXOJIECTEPUHEMUMEN

I'V « PHIIL] paouayuonnoti meouyuHsl u sxon02uu yenogexkay, 2. Iomens, benapyco

B crarbe npuBoIsATCA pe3yabTaThl MOJIEKYJISIPHO-T€HETHYecKoro aHaimsa resa LDLR B
rpynmne u3 48 nanyeHToB ¢ KIIMHUYECKUMHU PU3HaKaMHy runepxoiecrepunemun. Ilocpencrsom
CEKBCHUPOBAHMS J1aHA XapaKTEPUCTUKA PACIIPOCTPAHEHHOCTH PEAKUX BAPUAHTOB U YaCTBIX I'e-
HeTnueckux nonumopousmos reda LDLR. [Tony4yeHHbie TaHHBIE SBISIOTCS OTIIPABHON TOUYKOM
JUISL TIOCJIEYIOIIETO UCCIEA0BAaHNS B3aUMOCBSI3H TeHETHYECKUX BapruaHToB rena LDLR c¢ pa3-
BUTHEM THUIEPXOJIECTEPUHEMHH B OETOPYCCKOM MOMYMSIMH, YTO TaCT BO3MOXKHOCTH BBIpabo-
TaTh PErHOHAIBHO AAANITHPOBAHHBIC METOIbI (POPMHUPOBAHUS TPYTIIT MOBHIIIEHHOTO PUCKA pa3-

BUTHUA JAaHHOTO 3a00JIeBaHus.

Knrwuesvie cnosa: cunepxojiecmepuHemus, nymayuu, eeremuyecKkull l’lO/ZuMOp@MIS’M, CEH

LDLR, nonumepasnas yennas peaxyusi.

Beeoenue

CepaeuyHo-cocyaucTasl Marojorusi B 1ie-
JIOM OTHOCHUTCS K MYJIBTH()AKTOPHAILHBIM 3a-
OoJieBaHMSIM, B €€ TeHe3¢ UMEIOT 3HaUeHUE Kak
HACIIC/ICTBEHHBII KOMIIOHEHT, TaK M (PaKTOPHI
cpenpl. OTHAKO pAJl TOCTAaTOYHO IIUPOKO pac-
MIPOCTPaHEHHBIX (JOPM ITOM MATOTOTUU MOKET
OBITh OOBSCHEH MPEUMYIIECTBEHHO NedeKTa-
MU B onHOM rene. K takum opmam oTHOCHUT-
cs cemeitnas runepxonecrepunemus (CI'), BbI-
3BaHHAsl MyTallUsIMU B T€HE PELIENTOpa JIUIIO-
mpoTenHoB HU3KOW miotHocty (JIHIT). DTm
(hopMBI paccMaTpUBAIOTCSI KaK MOHOTECHHBIC
10 NPUYMHE HAJTMYUS BEIYILEro TeHETUIECKO-
ro (aktopa pucka pazsutus MbC y namuen-
ToB ¢ CI, ¥ UX pacnpoCTpaHEHHOCTb B MHUPE
cocraisieT 1 Ha 500 yenoBek B 00IIEH MOITy-
asiumu [1]. B mupe npoxkusaet 6onee 10 M.
YeJIOBEeK C TeTepO3UTOTHON (PopMoii rumepxo-
JecTepruHeMuH [2], HO B MOJABISIONIEM OO0Ib-
LIMHCTBE CIY4YaeB 3TH MALMEHThl OCTAIOTCS HE
JIMAarHOCTUPOBAHHBIMU TIO TPHUYUHE CKPHITO-
ro teueHus 3aboneBanus. Oxono 200 000 ma-
LIUEHTOB C TeTepO3UTrOTHOM (opMoil cemeii-
HO TMIIEPXOJIECTEPUHEMUN YMUPAIOT KaXK bl
TOJl OT UIIEMUYECKO OOJEe3HH cepiia B paH-

HeM Bo3pacte [2]. C yueToM Toro, 4To Meu-
LMHCKOE BMEILIATEIbCTBO MOXKET CYLIECTBEHHO
CHHU3UTD IIpOrpecc 3a00eBaHusl, KpaitHe aKTy-
aJbHOM SBJSIETCS CBOEBPEMEHHAs! JUAarHOCTH-
Ka T€TePO3UTOTHBIX (hOPM CEMEHHON THIEPXO-
nectepuHeMud [3].

Jlo HemaBHEro BPEMEHHM JIMAarHOCTH-
Ka CEeMEWHBIX (OpPM THIIEPXOJIeCTEPUHEMHUH
B OCHOBHOM ObLIa COCpEIOTOUEHa Ha HU3Me-
PEHUHU TIJIA3MEHHBIX JHUIMONPOTENHOB HH3KOM
TUIOTHOCTH, BBISBJICHUH KCAHTOM CYXOXKHJIHH
u panaei manudecrammu MBC [1]. C pa3pu-
THEM  MOJICKYJIIPHO-OMOJIOTHUYECKHUX  METO-
JIOB MCCJICIOBaHMS TMOSIBUJIACH BO3MOXHOCTD
TUIIMPOBATh TETEPO3UTOTHBIX HOCHUTENIECH ce-
MeHHBIX (OpM THUMEPXONECTEPUHEMUN Ha
MOJIEKYIISIPHO-TEHETUYECKOM YPOBHE, UTO, B
CBOIO OYepe/ib, MO3BOJISIET CYLIECTBEHHO yTOY-
HUTh TUATHO3, POBOJAUTH CEMEHHBIE UCCIICIO-
BaHUs, 1aBaTh TEHETUYECKUE PEKOMEHIAINH 1
U3yYUTh B3aUMOCBSI3b T€HOTHIT-()EHOTHIL.

Haubonee 3HauuMbIM Ui M3y4eHUsS Ha-
CIIEZICTBEHHBIX (POPM THIIEPXOJIECTEPUHEMHUH
SBJISIETCS T€H pelenTopa JTUMONPOTENHOB HU3-
koil motHoctr — LDLR. Beero y nanueHToB ¢
ceMeHHBIMH (POpMaMU TUTIEPXOJIECTEPUHEMHUH

98 Meoduko-6uonocuueckue npodnremul scuznedesmenvrocmu. 2014. Ne 1(11)



Knunuueckas meouyuna

Obu10 MaeHTUduUIMpoBaHo 6onee 300 paznuy-
HbIX MyTanuii reda LDLR [4], 1 3TOT criucok ¢
KaX/IbIM TOJIOM yBEJINYMBAETCS.

B mMupe paznuunbie myranmuu reHa LDLR
pacrnipenienieHsl HepaBHOMepHO. Hampumep, B
OTHOCHUTEJIBHO OIHOPOHOM MOMYISIIUY adpu-
kaH1eB KOxHoit Appuku y OONbIIMHCTBA Ta-
MEHTOB ¢ Terepo3urotHoil CI' BcTpeuaror-
Csl BCETO TP OCHOBHBIC MyTaruu [5]. B 1o ke
BpEMs B TAKOM I'€TEPOr€HHOM NOIYJIALUH, KaK
BenukoOpuranusi, BKIaa KaKOH-THOO BBISB-
JIEHHOW MyTaluu He npesbiuaet 1-2% ot unc-
J1a BCEX BBISIBJICHHBIX T€HETHYECKH OTSTOLLEH-
HBIX ciydaeB [4]. Otum o0yciioBiIeHa HEOOXO-
JMMOCTb IPOBEJIEHHSI OT/IEIBHOIO MCCIIE0Ba-
HUS CHEKTPa U 4acTOT BCTPEYAEMOCTH MYyTa-
U U TeHETHMYECKUX MOIMMOpP(PU3MOB reHa
penteniropa JIHIT B Genopycckoii IOy sium.

Iens: IlocpencTtBOM  MOJIEKYJISPHO-
TeHETUYECKOTO CKPUHMHIA J1aTh MEPBUYHYIO
oieHKy noiaumopdusma rena LDLR B rpymnme
NAlMEHTOB C KJIMHUYECKUMHU MTPU3HAKAMU TH-
[EPXOJIECTEPUHEMHUH.

Mamepuansl u Mmemoowt uccie0o08anus

JUyist ipoBesieHHsI IEPBUYHOTO MOJIEKYJISIp-
HO-TeHETHMYECKOTO CKpUHHMHIA ObLIa copMu-
pOBaHa rpyra ucciaea0BaHus, B KOTOPYIO BOIII-
1 48 MalMEeHTOB C KIMHUYECKUMHU MPU3HAKa-
MU THUIEPXO0JIECTEPUHEMHH O€3 yueTa CEMEMHO-
ro aHamHe3a 3a0oneBaHus. [pyrnma BKIOYaIa
29 myxuuH (cpenuuit Bozpact 51,1 roga) u 19
JKSHIIUH (cpenHuii Bo3pacT — 60,4 seT).

O6pasuer IHK mist reHeTrdeckoro aHa-
JIM3a BBIAEISINCH U3 LEbHOM BEHO3HOM KPO-
B SDS-MeTo0M. AHaIM3 TPOBOAMIIN B TIpe-
Jienax BCel KOAUPYIOLIEH MOCIeqoBaTeIbHO-
ctu rera LDLR (18 »k30HOB), a Takke IMpo-
MOTOpHOUW oOnactu reHa. s mpoBeneHus
NOJUMEPA3HON LENHOW peakuuu Obuld Io-
NOOpaHbl ONUTOHYKIICOTHIHBIC TpaiiMephl,
drnankupyomue ulydaemble pparMeHThl TeHa
LDLR. X ocHOBHBIE XapaKTePUCTUKU MPEI-
cTaBJieHbI B Tabmute 1.

[1IP npoBonunack B 25 MK cMecH clie-
nytouiero cocrtasa: 2,5 mkn 10x Hot Start
PCR Bufter (200 mM Tris-HCI pH 8,3, 200
mM KCI, 50mM (NH,),SO,) (Fermentas), 0,5
Mkl 10mM dNTP mix (Fermentas), 0,1 mxi

kaxoro mpaimepa (10 pM), 2,5 Mk 25mM
MgCl, 0,1mxn Hot Start Taq Polymerase
(Sen./mxm) (Fermentas), 2-5 Mk oOpasma
JHK, Bona I11{P-kagecTBa 10 o6bema 25 MKII.

Peaknuio ammimuguKanuyM OCyIIeCTBIIS-
mu B npubope GeneAmp 2400 PCR System
(Perkin-Elmer) mo cnenytomieit mporpamme:
HayajbHas JeHarypanus — 5 MuH. pu 95°C,
3areM 35 IMKIOB |-MUHYTHOM JI€HaTypanuu
npu 95°C, orxur npaiimepoB — | MuH. npu
cooTBeTcTByIoUIel Temmeparype (Tabmuma
1) u snouranus 2 mud. npu 72°C. B 3aBep-
[IeHUH — (pUHAJIbHAS AJIOHTalUs 5 MHUH. TIPU
72°C u oxnaxaenue j10 4°C.

IlepBUYHBII TE€HETUYECKUM CKPUHUHT
ocymectBisuid metogoM SSCP-PCR ¢ snek-
Tpodopernueckoii aerekuuend B 12% Hene-
HATypUPYIOILEM MOJTHAKPUIAMUIHOM Telie U
OKpacKou cepeOpoM.

WNnenTudukanus BeISIBICHHBIX B PE3yib-
tate SSCP-ananuza mnonuMopdu3MoB oOcCy-
HIECTBIIATIACH METOIOM TMPSIMOTO CEKBEHH-
pPOBaHUA C MPSAMBIM U OOpaTHBIM MpaiimMepa-
MU [IPU [OMOIIM T'€HETUYECKOTO aHaJIU3aro-

pa AB 3500.

Pe3ynomamul uccinedosanuii

Jis u3y4yeHus TeHETHYECKOro pPa3Hoo-
Opasus B penenax rena LDLR chopmuposa-
Ha TpyINIa MalleHTOB ¢ MpU3HAKaMH TUTep-
xonecrepuHeMun. CocTaB TPyImbl C yKasa-
HUEM KJIMHHUYECKOTO JIMAarHo3a M pe3ynbTaToB
71a00paToOpHBIX UCCIIENOBaHUM (00Imuit Xome-
CTEpUH, JIUMIOMPOTEUHBI BBICOKOM, HU3KOH U
OYCHb HHU3KOW IIOTHOCTH, TPHUITIMIEPHIBI U
k03 PHUIMEHT aTepOreHHOCTH) IPUBEICHBI B
tabnure 2.

B Xome mpoBeAEHHOro MEPBHUYHOIO
MOJICKYJISIPHO-TEHETUUYECKOTO CKPUHUHTA B
TpyIIie TalUeHTOB C THUIEPXOJIECTEPUHEMH-
el ObLJT BBISIBJICH Pl KOH(POPMALIMOHHBIX TIO-
auMopdu3MoB. [laHHbIe H3MEHEHHS OBLIH 3a-
¢ukcupoBanbl B 10 pa3mHMuHBIX IK30HAX TeHa
LDLR. Ilocneayrouuii reHETUYECKUN aHa-
73, TPOBENEHHBIH IMOCPEJACTBOM TIPSMOTO
CEKBEHUPOBAHMUS, TIO3BOJIWI HACHTH(HIIN-
pOBaTh KaXKAbIH ciyyail KOHPOPMAITMOHHOTO
noiauMopdusma. Pe3ynpraTsl JaHHOTO aHAJIU-
3a IpezcTaBlIeHbl B Tabnuie 3.
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Tadauua 1 — HaGop oMMroHyKJICOTHAHBIX MpaiiMepos st nposeaeHus [1L[P

Ne /m Ha313 AHHE Hyxneoruanas nociaegoBaTeabHOCTh 5°-3° Jlnana dpar- TeMnepaTypoa
npaiimepa MEHTa, I.H. orxura, C
1 LDLR Pr F CAGCTCTTCACCGGAGACC )78 54
2 LDLR Pr R ACCTGCTGTGTCCTAGCTGG
3 LDLR 1 F CACATTGAAATGCTGTAAATGACG 215 53
4 LDLR 1 R CTATTCTGGCGCCTGGAGCAAGC
5 LDLR 2 F TTGAGAGACCCTTTCTCCTTTTCC 184 59
6 LDLR 2 R TGCATATCATGCCCAAAGGGG
7 LDLR 3 F TTCCTTTGAGTGACAGTTCAATCC 196 56
8 LDLR 3 R GATAGGCTCAATAGCAAAGGCAGG
9 LDLR 4A F GTTGGGAGACTTCACACGGTGATGG 156 2
10 | LDLR 4A R ACTTAGGCAGTGGAACTCGAAGGCC
11 LDLR 4B F CCCCAGCTGTGGGCCTGCGACAACG 269 2
12 LDLR 4B R GGGGGAGCCCAGGGACAGGTGATAG
13 LDLR 5 F AGAAAATCAACACACTCTGTCCTG 180 58
14 LDLR 5 R GGAAAACCAGATGGCCAGCG
15 LDLR 6 F TCCTCCTTCCTCTCTCTGGC 179 56
16 LDLR 6 R TCTGCAAGCCGCCTGCACCG
17 LDLR 7 F GGCGAAGGGATGGGTAGGGG 236 57
18 LDLR 7 R GTTGCCATGTCAGGAAGCGC
19 LDLR 8 F CATTGGGGAAGAGCCTCCCC 220 66
20 LDLR 8 R GCCTGCAAGGGGTGAGGCCG
21 LDLR 9 F CCCCTGACCTCGCTCCCCGG 294 66
22 LDLR 9 R GCTGCAGGCAGGGGCGACGC
23 LDLR 10 F ATGCCCTTCTCTCCTCCTGC 278 58
24 LDLR 10 R AGCCCTCAGCGTCGTGGATA
25 LDLR 11 F TCCTCCCCCGCCCTCCAGCC 194 66
26 LDLR 11 R GCTGGGACGGCTGTCCTGCG
27 LDLR 12 F GCACGTGACCTCTCCTTATCCACTT 209 56
28 LDLR 12 R CACCTAAGTGCTTGCATCTCGTACG
29 LDLR 13 F GTCATCTTCCTTGCTGCCTG 217 2
30 LDLR_13 R | TTCCACAAGGAGGTTTCAAGGTTGGGGGGG
31 LDLR 14 F AAATTTCTGGAATCTTCTGG 288 59
32 LDLR 14 R GCAGAGAGAGGCTCAGGAGG
33 LDLR 15 F CCTGACTCCGCTTCTTCTGCCCCAG 203 60
34 LDLR 15 R CGCAGAAACAAGGCGTGTGCCACAC
35 LDLR 16 F CCTTCCTTTAGACCTGGGCC 173 58
36 LDLR 16 R CATAGCGGGAGGCTGTGACC
37 LDLR 17 F GGGTCTCTGGTCTCGGGGGC 240 53
38 LDLR 17 R GGCTCTGGCTTTCTAGAGAGGG
39 LDLR 18 F TCCGCTGTTTACCATTTGTTGGCAG 126 57
40 LDLR 18 R AATAAAACAAGGCCGGCGAGGTCTC

B nenom B rpynmne uccienoBaHus ObLIO
BBISIBJIEHO 18 cCiydaeB penKuMx BapHUaHTOB
reHa LDLR y 14 nanuenToB. Y 4derbipex na-
nuentoB (GH2, GH16, GH36 u GH46) 6s110
BBISIBJICHO IO 2 pa3jMyYHbIX BapHaHTa, OTJIH-
YaIOMIUXCSI OT «JIMKOTO» THMa (Tadnuma 3).

Cremyer OTMETUTb, UTO B PAZE CIy4aeB U3-
MEHEHHUsI BBISIBIICHBI B UHTPOHHOM (HEKOIUPYIO-
miei) yactu LDLR, 9To rckimodaeT Kakoi-muoo

100

KuHIYeCKuX 3¢ dekT. B omHoM ciydae y narm-
enta (GH16) u3 umncna Tex, y Koro ObII0 BbISIB-
JICHO 2 pa3fM4HbIX BapuaHTa, 00a M3MEHEHUS
MEPBUYHON CTPYKTYpbI ObLIM BBISBICHBI B WH-
TpoHHOU vacTH. Y manueHta GHO2 Obuto BbI-
SIBJIEHO O/IHO U3MEHEHHE B MHTPOHHOM YacTH, a
BTOpOW BapuaHT XapaKTEPU30BAJICS KaK CHHO-
HUMUYECKasi 3aMeHa, He IPUBOJIAILAS K U3MEHE-
HUIO CTPYKTYpbI Oesika. OTMEUeH TaKxke CIydai
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Tab6auna 2 — Kimmanueckas nHdopmarys o mamueHTax

00-

N | mon | BO* Jlnaros mgrii | JIOBIL [JINHI|  TC |JITOHII| KA

/o pact
XOJIECT

1 |GHOO0l| M 36 AT 2 ct., puck 3 5,60 1,08 3,01 8,12 3,69 4,20
2 |GH002| M 57 AT 3 cr., puck 4 6,60 1,00 3,12 3,03 1,38 5,60
3 |GHO003| XK 62 AT 2 crt., puck 4 7,30 1,37 4,22 2,46 1,12 4,30
4 |GH004 | X 62 UBC, AT 3 ct., puck 4 | 6,80 1,04 | 4,56 1,77 0,80 5,50
5 |GHO05| M 57 | UBC, AT 2 ct., puck 4 | 5,90 1,47 4,35 0,88 0,40 3,00
6 | GHO006 | X 58 UBC, AT" 2 ct., puck3 | 6,40 1,12 3,74 2,15 0,98 4,70
7 |GHO07| M 60 | UBC, AT 3 ct.,, puck4 | 7,00 1,25 3,89 2,54 1,15 4,60

8 |GHO008 | M 56 | UBC, AT 2 ct., puck 4 | 6,60 1,38 1,62 1,66 0,75 3,80
9 |GHO009| X 52 AT 2 crt., puck 2 67,00 | 1,80 3,99 2,00 0,91

10 |GHOI0 | M 56 | UBC, AT' 3 ct.,, puck 4 | 57,00 | 1,58 1,38 1,08 0,49 2,60
11 | GHO11 | M 62 | UBC, AT 3 ct,, puck 4 | 6,30 1,30 1,21 2,33 1,06 3,80
12 |GHOI2 | M 33 AT 2 cr., puck 2 6,40 1,37 3,31 2,47 1,12 3,70
13 |GHOI3 | M 50 AT 2 cr., puck 2 7,50 1,81 1,66 2,03 0,92 3,10
14 |GHOl4| M 35 AT 3 cr., puck 4 6,40 1,60 0,88 2,86 1,30 3,00
15 |GHOIS | M 57 | UBC, AT 2 ct., puck 3 | 5,10 1,01 1,05 1,77 0,80 4,00
16 |GHOl6 | M 59 | UBC, AT" 3 ct.,, puck 4 | 6,40 1,24 1,89 1,00 0,45 4,20
17 |GHO17 | M 56 | UBC, AT 3 ct.,, puck 4 | 6,70 1,03 1,25 2,93 1,33 5,50
18 |GHOI8 | M 54 AT 2 cr., puck 3 6,10 1,36 0,94 2,68 1,22 3,50
19 [GHO19| XK 67 | UBC, AT 3 ct., puck 4 | 7,40 1,36 4,94 1,10 0,50 4,00
20 |GH020| M 51 UBC, AT 1 ct., puck 4 | 5,00 1,47 1,13 1,05 0,48 2,40
21 |GHO21 | XK 61 AT 3 cr., puck 4 5,90 1,75 1,29 1,32 0,60 2,40
22 |GH022 | M 61 UBC, AT 3 ct., puck 4 | 7,10 1,46 1,52 2,29 1,04 3,90
23 |GHO023 | M 55 UBC, AT 3 ct,, puck 4 | 7,70 1,49 5,29 2,16 1,49

24 |GH024 | M 55 AT 2 ct., puck 2 6,60 1,52 1,42 1,95 0,89 3,30
25 |GHO025 | XK 70 | UBC, AT 3 ct,, puck 4 | 5,00 1,06 0,96 1,87 0,85 3,70
26 |GHO026 | M 53 AT 2 cr., puck 3 6,30 1,30 1,47 1,46 0,66 3,60
27 |GHO027 | M 59 UBC, AT 2 ct.,, puck 4 | 5,70 1,26 0,88 6,38 2,90 3,50
28 |GH028 | M 48 Al 2 ct. 8,30 | 6,90 1,19 2,42 1,10 4,80
29 |GH029 | M 43 AT 2 ct., puck 3 6,60 1,29 1,71 1,54 0,70 4,10
30 |GHO030| XK 60 | UBC, Al' 1 ct,, puck 4 | 7,50 1,51 1,87 1,87 0,85 4,00
31 [GHO31| X 48 AT 2 ct., puck 4 7,00 1,15 1,73 2,05 0,93 5,10
32 |GHO032 | M 39 AT 3 ct., puck 4 5,60 1,29 0,04 4,22 1,92 3,30
33 |GHO033 | M 44 AT 3cr., puck 4 6,70 | 2,02 1,64 0,97 0,44 2,30
34 |GHO034 | XK 56 UBC, AT 3 ct., puck 4 | 6,20 1,68 1,16 1,86 0,85 2,60
35 |GHO035| X 53 UBC, AT 3 ct.,, puck 4 | 5,00 1,42 1,06 1,24 0,56 2,50
36 |GHO36| X 65 UBC, AT 2 ct.,, puck 4 | 3,70 1,29 0,71 0,85 0,39 1,90
37 |GHO037| XK 60 ATl 2 ct., puck 3 7,00 1,65 4,53 1,80 0,82 3,20
38 |GHO38 | M 40 AT 2 ct., puck 3 6,70 1,22 1,09 3,08 1,40 5,70
39 |GHO039 | M 41 ATl 2 ct., puck 3 4,50 | 0,78 0,04 3,63 1,65 4,80
40 |GHO40| M 51 AT 1 ct., puck 2 6,00 1,06 0,50 3,85 1,75 4,70
41 |GHO41| X 53 AT 3cr., puck 4 6,20 1,04 1,36 2,17 0,99 5,00
42 |GHO42| M 58 UBC, AT 3 ct.,, puck 4 | 8,30 1,36 5,76 2,60 1,18 5,10
43 |GHO043 | M 38 AT 3 ct., puck 4 4,10 | 0,80 1,78 3,34 1,52 4,10
44 |GHO044 | XK 60 UBC, AT 2 ct., puck 3 | 7,50 4,69 0,67 1,47 2,14 2,50
45 |GHO045| X 48 AT 3 ct., puck 4 6,30 1,37 4,26 1,47 0,67 3,60
46 |GHO46| XK 55 UBC, AT 3 ct.,, puck 4 | 6,80 1,85 4,50 0,99 0,45 2,70
47 |GH047| X 74 | UBC, Al' 2 ct, puck 4 | 4,25 1,31 2,27 1,36 0,62 2,20
48 |GH048 | XK 55 AT 3 ct., puck 4 5,30 1,90 2,75 1,43 0,65 1,80
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Tabauna 3 — XapakrepucTika reHeTHUYeCKUX BapuaHToB reHa LDLR, BbIBIEHHBIX B rpyIie

IIalMCHTOB C I‘PIHCpXOJICCTCpHHCMHCﬁ

Ne | O6paser Oparment | Kog B dbSNP | Tlo3umus B ITo3unus B [Tozunus B | UI3mMeHnenne aMmuHo- Tun
reHa u ap bJ{ NC _000019.9: | NM_000527.4: [NP_000518.1 KHCIIOTBI WU3MEHEHUS
Penxue BapuanThl
1| GH17 | 043k30m | CM012620 [g.11216124C>T ¢.729C>T p-Prol81Leu | P [Pro] — L[Leu] | missense
2 | GH46 | 063k30H | CM045063 |g.11218101G>A| ¢.1038G>A | p.Cys284Tyr | C[Cys] — Y[Tyr] | missense
3| GHI16 | 07 sx30H | 152738442 |[g.11221454T>C| ¢.1060+7T>C - - intronic
5| GHI18 | 07 sk30m | 152738442 |[g.11221454T>C| ¢.1060+7T>C - - intronic
4| GH16 | 07sk30m | 1s12710260 |g.11221457G>C|¢c.1060+10G>C - - intronic
6 | GH12 | 08 sk30m | 1511669576 [g.11222300G>A| ¢.1171G>A | p.Ala391Thr | A[Ala] — T [Thr] | missense
7 | GH20 | 08 ak3oH | rs11669576 [g.11222300G>A| c¢.1171G>A | p.Ala391Thr | A[Ala] — T [Thr] | missense
8 | GH29 | 08 sk30H | 1511669576 [g.11222300G>A| ¢.1171G>A | p.Ala391Thr | A[Ala] — T [Thr] | missense
9| GH36 | 089k30H | 1511669576 [g.11222300G>A| ¢.1171G>A | p.Ala391Thr | A[Ala] — T [Thr] | missense
10| GH43 | 08 sx30H | 1511669576 |g.11222300G>A| ¢.1171G>A | p.Ala391Thr | A[Ala] — T [Thr] | missense
11| GH44 | 08 3x30H | rs11669576 |g.11222300G>A| c.1171G>A | p.Ala391Thr | A[Ala] — T [Thr] | missense
12| GH46 | 083x30H | rs11669576 |g.11222300G>A| ¢.1171G>A | p.Ala391Thr | A[Ala] — T [Thr] | missense
13| GHO2 | 103x30H | 15147896205 |g.11224397C>T| ¢.1545C>T p-Asn515= |N [Asn] — N [Asn]| cds-synon
14| GH36 | 11 sx30H rs5929 g.11226800C>T| ¢.1617C>T p-Pro539= | P[Pro] — P [Pro] | cds-synon
15| GH45 | 11 sx3on 1s5929 g.11226800C>T| ¢.1617C>T p-Pro539= | P [Pro] — P [Pro] | cds-synon
16| GHI3 | 13 sx30H 155926 g.11230842C>T| ¢.1920C>T p-Asn640= |N [Asn] — N [Asn]| cds-synon
17| GHO2 | 14 3x30H | 1572658867 |g.11231203G>A| ¢.2140+5G>A - - intronic
18| GHO09 | 17 sx30H | rs183496025 |g.11240173G>A| ¢.2390-16G>A - - intronic
YacTele reHeTHYECKUE MOTUMOPPH3MBI
1 12 sx30H rs688 g.11227602C>T| ¢.1773C>T p-Asn591= |N [Asn] — N [Asn]| cds-synon
2 13 sK30H rs5925 g.11230881T>C| ¢.1959T>C p-Val653= | V [Val] — V [Val] | cds-synon

(GH36), xoraa ogvH BapuaHT U3MEHEHU BbISIB-
JIEH B UHTPOHHOM 4acTH, a BTOPOW MPEACTABIISLIT
co00l MHCCEHC-MYTALHIO, TPUBOAAIILYIO K H3-
MEHEHHUIO KOIUPYIOLIEH IOCIe0BaTeIbHOCTH
AMMHOKHCIIOTHI M TIOTEHIMAIFHO HMEIOIIYIO
KJIMHUYECKOoe 3HadeHue. B omHoM ciydae y na-
nueHra GH46 oba WM3MeHEHMs TpeICTaBIIsIIN
co0oii MucceHc-myTanuu (Tabnuma 3).

B mnonoBuHE BBISBICHHBIX CIIyyaeB TIe-
HETUYECKUE BApUAHTHI MPEACTABISUTH COOOi
MucceHc-myTarmu. Cpeny HUX HanOosee pac-
MPOCTpaHEHHOM OKa3zasach MyTarusic.1171G>A
(p-Ala391Thr), npuBozsiias K 3aMeHe alaHUHA
Ha Tpunrtodat B 391 xonone rena LDLR. [lan-
HBI TUI U3MEHEHUS BBIABJICH y 7 pa3lIUYHbIX
MAIMEHTOB, B TO BpeMsI KaK, B COOTBETCTBHH C
MMEIOIUMUCS JINTEPATYPHBIMH JTAHHBIMH, 3TOT
TeHETHYECKUI BapuaHT B OOLIECH MOIYIISIUU
BCTpeyaeTcs ¢ yactoToil menee 1%.

Kpome penxux BapuantoB reHa LDLR, B
HallleM HMCCIIEI0BAaHUH BBISIBICHBI JIBAa YacCThIX

102

TeHeTHYECKUX MOIMMOp(U3Ma, TOKATU30BaH-
HBIX B 12-M (¢.1773C>T) u 13-m (¢.1959T>C)
sk30Hax LDLR. [lanHble noaumopdusmMsl 1o
uHpOpPMaLMH, UMEIOLIecs B COOTBETCTBYIO-
mei 6ase nanHbix SNP, pacnpoctpaHeHsl B
obmieit momymsitu ¢ yactotoit 28-30%. Oba
3TH BapuaHTa MPEJCTaBIAIOT cO00i CHHOHU-
MHYECKUE 3aMEHBI.

3aknrouenue

B pesynbrare npoBeeHHOTO MEPBUYHOTO
TeHETUYECKOTO CKPUHUHTA MallieHTOB C TH-
nepxoJjecTepuHeMuell J1aHa XapaKTepUcCTH-
Ka pacrpoCTPaHEHHOCTH PEIKUX BApPHAHTOB U
YacThIX T€HETUYECKUX MOIUMOP(PHU3MOB IreHa
LDLR. Ilomy4yeHHbIE TaHHBIE SIBJISIOTCS OT-
MPaBHOW TOUKOM JAJISl MOCJEIyIOIIero uccle-
JIOBaHUS B3aWMOCBSI3M TE€HETHUYECKUX BapH-
antoB reHa LDLR ¢ pa3Butuem rumnepxoiie-
CTepUHEMUU B OEIOPYCCKOW MOMYISAILUH, YTO
JaCT BO3MOXKHOCTH BBIPaOOTaTh pEerHOHAIb-
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HO aJanTHPOBAHHBIE METONbI (DOPMUPOBAHUS
TPy MOBBIIIEHHOTO PUCKA Pa3BUTHUS JAHHO-
ro 3a0oyieBaHus.

Jlannas pabota BBINONHEHAa B paMKkax locy-
JApCTBEHHON IIPOrpaMMbl HAYYHBIX UCCIEIOBAHUIMA
«DyHnaMeHTanbHas W OpPUKIAJHAS MEIULUHA U
thapmarusny (morosop Ne 1.2.48 or 03.01.2013 1).
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SPECTRUM ANALYSIS OF GENETIC VARIANTS OF LOW
DENSITY LIPOPROTEIN RECEPTOR IN THE GROUP OF
PATIENTS WITH HYPERCHOLESTEROLEMIA

The article presents the results of molecular genetic analysis of LDLR gene in a group of
48 patients with clinical signs of hypercholesterolemia. By sequence analysis we have given
a characteristic of prevalence of rare variants and frequent genetic polymorphisms of LDLR
gene. The obtained data are the starting point for further studies on the correlation of genetic
variants of LDLR gene with the development of hypercholesterolemia in the Belarusian popu-
lation, thereby enabling us to make regionally adapted methods of forming groups of high risk
disease development.

Key words: hypercholesterolemia, mutations, genetic polymorphisms, LDLR gene, poly-
merase chain reaction.
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