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AOCTpaKT

B cmamve onucvisaenica 4 cayuas comosuzomnon cunepaunudesu, us Komopeix 060e denell UMEAU KAACCUUECKY I
AYIMOCOMHO-00MUHANIIIYIO CeMelL)1o 20Mo3uzomyto cunepxoecmepuriesmuro. Ooun cayyat npedcmas.isen yu-
Kanwtioe Hal.arodenue, 20e y Maavyuka 0elia KOHCHAamuposana o4eis 6610Kas eUnepxoNecepunemus, Hecmompsa
Ha HopMaviielll AunudBLL CHEKIP KUy pooumened. Dmo n03604U00 OUazHOHIUDOSaIs aYMIOCOMIYI0 peyec-
custyro gopmy cunepxonecmepuremun y ux coiria. B cmamuve onucar marowe cayuail masienoi peyeccusnoi eunep-
mpueauyepudeMun y 0e60UK, pooument Komopoi bvrau npakmudecku 300possr U re UMEAU NOBLIULENH020 YPOBTL
mpuzauyepudos kposu. I enemuueckuil ananus we nposooucs, OUazHo3 YemanasAuea A Ha OCHOBE KAUHUYECKUX
napamenpos u ceederitl anamiiesad.

KIIX09€eBBI€ CIIOBA: 2UNEPXONCCIIEPUHEMUS, 2UNEPIIPULAUYepUICMUl, DeyeccusHian, doMurarmnas Gopma
QucaunudeMuL.
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Abstract

The aim was to describe blood plasma lipids profiles and clinical manifestations of atherosclerosis in children with
homozygous hyperlipidemias. We observed and followed four children with homozygons hyperlipidemia, measured blood
Plasma lipids in them and in their parents (when available), and described the clinical consequences of hyperlipidemia
in the families of probands. Out of these four cases two were classified as classical antosomal dominant familial
hypercholesterolemiia. One case was an unique observation because high hypercholesterolemia was observed in a boy
despite both parents had normal lipid data. We classified this case as an autosomal recessive hypercholesterolemia. In
the paper we also describe a case of severe hypertriglyceridemia in a girl with healthy parents without elevation of blood
Plasma triglycerides. Genetic analysis was not performed; the diagnosis was established based on clinical parameters
and anammesis data. Nevertheless cases of homozygous hyperlipidemia are very rare, they contribute to a proportion of
atherosclerosis cases in adolescents. These cases require special attention, becanse DI -apheresis is the only one effective
method for treatment of the homozygous.

Keywords: hypercholesterolemia, hypertriglyceridemia, dominant, recessive forms of hyperlipidemia.

Mo JaHHBIM MHOTUX MUMMUAONOrOB, TOMO3UIOTHbIE
rMNepnMnUOeMnn BCTPEYAIOTCA KpariHe peako, npu-
MepHO ¢ YactoTor 1 Ha 1 MUNMOH. [03TOMY KaxabIn
TaKoW Cnyyal 3ac/y>XXMBaET ONncaHms, 0COBEHHO ecnn
Cynpy>Keckas napa He COCTOUT Mexay cobon B pop-
CTBEHHbIX OTHOLLIEHUSX.

Kak u3BectHo, Hamboree pacnpoCTpaHeHHOM
hopMon HacneacTBEHHO OOYCIIOBMNEHHOW TUMepPXo-
nectepmHemnn (IXC) B Poccum n BoctouHon EBpone
SBMAETCH Kraccuyeckas retepo3vrotHas MOHOMeHHas

hopMa rmnepnMnuaemMnn — ceMeriHas runepxonecre-
pUHEMUS 13-3a aedekTa PeLenTopoB NIMMONPOTENOB
HU3KoM nnotHocTy (JITTHIT). 3ToT BMA rvnepxonecre-
PUHEMUU BCTPEYAETCS B YKa3aHHbIX PErMOHaX C YacTo-
Tom 1:500.

BrnepBble cOBpeMeHHOe MpeAcTaBneHne o Me-
XaHn3Me pa3BuTns cemenHon XC ObIIO ONMCaHO
J. Godstein n M. Brown B 1977 r. [1]. Cpeau oTede-
CTBEHHbIX aBTOPOB OOJbLION BKI1aL B U3YHEHMEe 3TOro
Bonpoca BHeCc M. 0. MaHgenbLitam [2].
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Bce nauyenTsl (MAmn nx poauten) Gbinm MHGOp-
MWPOBaHbI 00 y4acTUM B HabMOOEHUM, 1 BO3PaXKEHUI
y HUX He ObIno. Mbl AnarHoctmposanu 3abonesaHue
Y HaLWUX FOMO3MIOTHbIX BOMbHbBIX TOMBKO MO KAMHA-
YECKMM KPUTEPUSAM, K COXANeHWo, NMPoBeCT Y HUX
reHeTUHeCcKyIo IMarHOCTUKY He yaanoch.

KnuHunyeckunm cnyyam Ne 1

Mbl HabnoJanu n onMcann cyiy4at MOHOreHHON
ayTOCOMHOW romo3unrotHown 'XC B cembe, rae y He co-
CTOSIBLUMX B POACTBE CyMpyroB MMenachb reTeposu-
rotHas [XC; y HUX poAMNOChk OBOe AeTern — Manb4mK
n pesoyka [3]. Otey 3tmx peten, .M., 45 ner,
CTpajan nepemexarollencss xpomoton. [puBoamnm
ero NUNUOHbLIN COCTaB KPOBM: OBWMA XONecTepuH
(OX) = 451 wmr/an (11,7 MMonb/n), TpUrnuuepuabl
(Tr) = 81wmr/on (0,9Mmonb/N), XxonecrepuH nuno-
NpoTenaoB BbICOKoM nnoTtHocT (XCIIMBM) =51 Mmr/an
(1,3MMOrb /), XONeCTepUH NIMNONPOTENAOB HU3KOWM
nnotHoctn (XC JIMHM) — 384 mr/an (9,9 Mmonb/n),
koathduumeHT ateporeHHocTn (KA) — 7,8 en (pacyet
no A. H. Knumosy). M3 xapakTepHbiX METOK CEMeHOM
'XC — nunomngHas gyra porosuubl. B Bospacrte 50 net
BonbHOM BHE3AMHO yMep (CMepTb HACTyNWIa 3a pyfem
MalLLHbI).

Y Matepu 3TUx AOByx Aeten, B.[1., B Bo3pacte
48 net xanob Ha 300poBbe He Obino. OTMeYannchb
fpKue nunongHble ayru porosuupl. OX — 437 Mr/on
(11,3mmonb/n), TF = 155mr/an (1,8 Mmonb/n),
XC NNBMN = 57wmr/an (1,5mmonb/n), XC JINHM -
349mvr/on (9,0mmons/n), KA - 6,7 en.
B 2007 r. B 70-neTHeM BO3pacTe ee CaMO4YyBCTBME
ObI10 BMOMHE YAOBNETBOPUTESNTbHBIM.

CbIH 3ToM cynpyxeckon napsbl, K. M., Bnepsbie Obin
obcnenoBaH HaMuM B Bo3pacTte 15 neT. Y Hero Takxe
OTMeYanncb NMNOMAHbIE AYr POroBMLbI, a Takxe
MHOXECTBEHHble KCaHTOMbl B 006nacTy NokTen, Ko-
NEeHHbIX CYCTaBOB U B 00MacTn NACTHO-(anaHroBbIx
n MexdanaHroBbix CycTaBoB o0eux kucten. lpwu
NCCNefOBaHNM KPOBW BbIBMACA Cleaylowmmn nn-
nuaHbIN coctas: OX — 672wmr/an (17,4Mmonb/n),
T - 100mr/on (1,1mmonb/n), XC JINBM -
25wmr/pn (0,6 Mmonb/n), XC JIMHMN = 627 wMr/an
(16,8 Mmonb/n), KA = 25,9 eq. MNpu BbICTYLWMBaHUM
cepAua y Manbyuka onpepensanca rpyobin cucronm-
YeCKUW LWYM Ha aopTe, MPOBOAMBLUMICA B COCyapbl
weun. B Bospacte 16 feT ioHOWaA BHE3aMHO ymep.
Mo maHHbIM CynebHO-MeOULNHCKOM 3KCMepTU3bl,
ObINK ODOHapy>XXeHbl MHOXECTBEHHble aTepoCKNiepo-
Tnyeckme BRSLWKN B KOPOHAPHbLIX apTepusix, atepo-
CKNepoTUYECKMI CTEHO3 aoPTbl U OMALWKM B COHHbIX
apTepusx.

Ooub D.T1. n B.M. (Mnagwas cectpa ymepliero
Masibdmka B 3ToM ceMbe) — H.T1., npn obcnenosaHnm
B Bo3pacTe 12 neT MeTok ceMmenHon [XC He nmena,
MNPV aHanu3e KPOBM Yy Hee OTMevanacb yMepeHHas
XC: OX = 257wmr/an (6,6 Mmonb/n), T = 79 mMr/an
(0,9Mmmonb/n), XCNNBM =55wmr/an (1,4 Mmmonb/n),
XCNMHN = 186wmr/an (4,8 mmonb/n), KA = 3,7 ep.

TaknM o00pa3om, ecTb BCe OCHOBAHWUA CHMTATh,
YTO OTell, MaTb W [04Yb B 3TOM CEMbE UMENU reTepo-
3UrOTHYI0 cemMerHyio TXC, Torga Kak y UX CbiHa Obina
roMmo3nrotHas ['XC, 4To BbI3BasIO Takylo XapaKTepHyio
KIIMHUKY, HeoObl4Hble OUOXMMUYeCKne nokasatenu
1 NPUBESIO IOHOLLY K PaHHEN CMepTU.

KnuHuyeckun cnyyam Ne 2

B 1988-1991 rr. y Hac Habnioganacb OeBo4Ka
A.H., 1980 r.p., npuexaslLas K CBOEMY [HalibHEMY
poacTBeHHUKY B CaHkT-MeTepbypr 13 Asepbanaxa-
Ha. [leBoyka CyOTUNIBHOTO CroXxeHus, dr3nyHeckn
OTCTaBaBLLUas B Pa3BUTLM OT CBEPCTHUL,, C MHOXe-
CTBEHHBIMU KCAHTOMaMWM Ha pa3rnbaTenibHOM MoBepX-
HOCTW ManbLEB PyK, a Takxke B 00MacTV KONEHHbIX
CYCTaBOB W axMNNOBbIX cCyxoxunun. Ha aopTe
N COHHbIX apTepmax BbICAYLLIMBANCSH CUCTONMNYECKNI
Wwym. MccnepoBaHue NUNUOHONO COCTaBa KPOBM
B 1988 1. BbISBWNO 3anpeAenbHbi YPOBEHb Xofe-
cTepuHa (XC) n pes3vallunin aTeporeHHbI COBWT:
OX - 915wmr/an (23,6 mmonb/n), TI = 179mMr/an
(2,0 Mmmonb/n), XC NINBM = 29 mr/an (0,7 Mmonb/n),
XC NNHN - 850wmr/an (22,0mmonb/n), KA -
30,6 en. Kak BbISACHUIOCH U3 paccnpoca POLCTBEH-
HUKa (3To ObiN ee OBOWPOAHBLIN AA4A), POAUTENN
cocToann Mexay cobol B poacTee (ABOPOLAHbIE
NN TpolpoaHble bpaT 1 cecTpa). 310 elle bonee
yKpenuno npeactaBneHne o TOM, YTO [eBOYKa
CcTpagmaeT romo3urotHon XC, xoTa obcnegoBaTb
ee poauTenem He MNPeACTaBnffNoCb BO3MOXHbIM.
JIMNnaHbIM COCTaB KPOBM Yy [BOOPOAHOMO AAOM
[EeBOYKM NATONOMMM He BbISBUII.

[lns noBTOpHOro obCNefoBaHNs AeBoYKa Nprexa-
na B CaHkt-MeTepbypr B 1991 . B aHanu3ax KpoBsu
OX - 852wmr/an (22,0mmonb/n), TF = 95mr/an
(1,1 mmonb/n), XCNMBM =19 wmr/an (0,5 Mmonb /1),
XC NNHN - 814wmr/on (21,0mmonb/n), KA -
43,8 en. bonbHoWM ObiN Ha3Ha4YeH NOBACTaTUH N CeK-
BECTPAHT XeN4YHbIX KUCNOT (3HTepOoCopOEHT Ba3o3aH,
KOTOpbIA Mpowu3soamncs B fepMaHun). Mo npotlue-
cBun 1,5 MecdueB nocsie Ha3Ha4YeHus 3TUX npena-
paToOB XONEeCTeEPUH KPOBU CHU3UNACH HE3HAYUTENbHO:
OX - 780wmr/an (20,2mmonb/n), TF = 103 mMr/an
(1,2mmonb/n), XCNMBM =24 mr/an (0,6 Mmonb /1),
XC NMNHN = 735wmr/an (19,0mmonb/n), KA - 31,5
en. Bckope geBodka yexana k cebe Ha poauHy, U ee
JanbHenias cyabba HaM Hen3BecTHa. DTa UCTopUS
DonesHu Obina onvcaHa Hamm B KHure «HacneacreeH-
Hble gucaMnuaeMnny, nnaHHon B CaHkT-Metepbypr
B 2010 [3].

Taknm 00pa3oM, Mbl MpeactaBunv 34ecb [OBa
cnydas  romosurotHo XC  (MOHOreHHas  OOoMMU-
HaHTHas dopMa), oTIMdaBWwmMecs Mmexay cobown
TeM, 4YTO B nepsoM ciydae manbumk (K.T1.) poguncs
y poautenen c reteposurotHon MXC, He COCTOSBLUNX
Mexay cobol B pOACTBEHHbIX OTHOLLIEHNSX; BO BTOPOM
cnydae gesodka (A.H.) poomnack OT POACTBEHHbBIX
Mexay cobol poamtenen (4To M3BECTHO N3 aHaMHe3a
JpYroro poACTBeHHMKA), HO B CUMNYy ODbEeKTUBHbIX 00-
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CTOSTENbCTB 00CNeoBaTh NMMNMALI KPOBU Y poauTenen
He yoanocb. Bmecre ¢ TeM 3anpefenbHble nokasartenu
OX 1t XCJIMTHT, MHOXeCTBEeHHbIe KCAHTOMbI Y AeBOYKM
(A.H.), BO3HMKLLUNE B paHHEM [OETCTBE, HE BbI3bIBAIOT
COMHEHWUN B TOM, YTO Y Hee WUMEETCH roMO3UroTHas
opma I'XC.

KnuHnyeckun cnyyam Ne 3

B 2010-2014 rr. ™Mbl oOcnemoBany Mafb-
yuka (H.Y.), 10 net, ¢ BbiCOKMM YypoBHeM XC
kKpoBu - 562wmr/on  (14,5mmonb/n), 1T -
128mr/on (1,4mmonb/n), XC NNHN - 495wmr/4,
(12,8 mmonb/n), KA = 13,9 en. PaHee Manb4mk Ha-
Oniofanca y neguaTpoB, KOTOpble Takke HaxoOmmnm
BbICOKMI ypoBeHb XC 1 Ha3Hayanm emy CTaTWHbI,
Ha oHe KOTOPbIX CHUXeHMe ypoBHA XC ObiNo OTHO-
CUTENbHO HeboNbLIMM. Manb4mk HOpMasbHOMo POCTa,
HO co 1abo pPa3BUTBIMX MbIWLAMK, MPOU3BOANUT
BneyaTneHue cnaboro cybtnnbHoro pebexka.

Otey Manb4uka, B. Y., 32 net, Ha 300poBbe He Xarny-
etcs. B aHanmze kposu XC— 191 mr/an (4,9 mmonb /1),
Tr - 89wmr/an (1,0mmonb/n), XCJINBM = 41,3 Mr/an
(1,1 Mmonb/n), XCNMHM =129 wMr/an (3,3 Mmonb/n),
AK - 3,6 en.

MaTb Manb4mka, O. Y. npakT4eck 340pOBa, e Tak-
e 32 roga. JInnnaHbIA COCTaB KPOBW BbISIBMSAET Y Hee
Hebonblytlo TXC, XC — 254wmr/an (6,6 MMonb/n),
Tr=90wmr/an (1,0mmonb/n), XCJINBM = 72,5Mr/an
(1,9Mmonb/n), XCNMHM =164 Mr/an (4,2 mmonb/n),
KA-2,5en.

MoBTopHO Manbumk, H.Y., obcnepoBancs y Hac
B 2014 1. Ha npoTaXeHun nocnefHero roga nocro-
fAHHO eXe[HeBHO MpWHMMas atopsactatH 20 wmr/
CYT M MHIMbuTop BcacbiBaHna XC 33eTummnd 10mr/
CYyT, HO B TeYeHWe MocnedHero Mecsua nepen obcne-
[IOBaHMEM 3TV MpenapaTtbl ObinM OTMEeHeHbl. AHanus
kpoBm (1 Mecau 6e3 cratmHoB) oT 29.05.2014:
XC - 585wmr/pn (15,1mmonb/n), T — 205mr/an
(2,3mmonb/n), XCJINBM = 39mr/an (1,0MMonb/n),
XCNNHM =491 ™mr/on (12,7 Mmvonb/n), KA = 14 eq,.

YTo Kacaetca xapakTepHbIx MeTok XC, TO y Hero
OTMeYeHbl eAMHUYHbIe KCAHTOMKM B TOKTEBbIX Criibax,
B MOIKOMEHHbIX 1 B MaxoBblix obnacrax. JInnonaHbIx
JyT POrOBULbI HET.

Pe3loMupys OaHHble 3TOM CeMbW, MOXHO BUOETb,
YTO HW OTELl, HW MaTb Mallb4Mka He MMen Pe3Ko Bbipa-
>KEHHbIX HapyLUeHUI NMIMAHOMO COCTaBa KPOBM, TOraa
KaK y 1X CblHa OMpeaenseTcs O4eHb BbICOKUM YPOBEHb
XC KpOBM C Ype3BbIHaHO BbIPaXXeHHbIM aTeporeH-
HbIM caBurom. OcTaeTcs caenatb 3akJllodeHne, 4To
Y Manb4vka MMEeeT MeCTo KpalHe pefKas natonorms —
ayTOCOMHO-peLieccmBHass roMmo3urotHas XC. Have
roBopsi, oba poauTens, no-BMAMMOMY, OKa3anuchb
reTepPO3UrOTHBIMU  HOCUTENSAMU  PEeLIECCMBHOIO  reHa
AYTOCOMHO-peueccmBHoM XC, KOTOPbIA B CUTYy CBOEN
PELIECCMBHOCTU HE MOT CeDst MPOSIBUTD, HO MOMYy41B [Ba
PEeLeCccMBHbIX reHa (OdMH OT OTUa, JPYron — oT maTte-
pu), y 1Ux cbiHa I'XC nposBunack B NOMHOM Mepe, Kak
aYyTOCOMHO-peLieccmBHas romosunrotHasa [XC.

AyToCcOMHO-peLeccrBHylo XC BnepBble onmcanu
A. Khachadurian n S. Uythman [4] B 1973 1. 370 Gbina
JIVBAHCKasA CeMbS C YETbIPbMS AETbMU — «FOMO3WIOTa-
MW» C BbICOKMM ypoBHeM XC kpoBuW. B AanbHeniiem
Opyrve aBTopbl [5] aHanorn4Hble ceMbW OMMUCbIBaIU
y xutenen CapavHnn. B HacTosilee BpeMs B pPasHbIX
CTPaHax Hac4UTbIBAIOT OKOMO 50 OnMcaHHbIX CrydYaeB
ayToCOMHO-pelieccmHom I XC [6].

AyTocoMHO-peLeccnBHylo TXC CBS3bIBAlOT C re-
HeTu4eckuM AedekToM flokyca B 1-m XpomMocome,
OTBEYAIOLLMM 33 OENKOBYIO YaCTULLy, KOTOpas y4acTByeT
B TpaHCnopTe M WHTepHanumsaumn peuentopa JIMHM
B Mne4eHo4YHbIX KreTkax [7]. Mpu 3ToM Oedekte KOM-
nnekc «petentop JIMHM + JIMHM» cnnwkomM Jonro 3a-
LEeP>XXMBAETCA Ha MOBEPXHOCTM MEYEHOYHbIX KIETOK, YTO
He JaeT cBOOOAHbLIM HOpMarnbHbIM pelentopam JTMHIM
3aHATb HEOOXOAMMOE UM MOMOXeHMe, YTODb! CBA3aTh
HoBble YacTuubl JIMHI. Taknum obpasom, y OonbHbIX
C ayTocomHo-peteccBHom XC JIMHI, HacbllleHHble
XC, BbIHYXOEHbl OJIUTENBHO LMPKYNIMPOBaTh B Me-
pUdepNYecKon KPOoBK, TakK Kak MeYeHOYHble KIeTKM
OnoKMpoBaHs.I.
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Mog HawuM HabnogeHnem Haxoamnach elle ofHa
CeMbsl, B KOTOPOW poamMnach AeBoYKa C PeELLECCUBHON
FOMO3WIOTHOM FMnepnnnuaemMment, Ho 317o bbina He
['XC, a runeptpurnnuepugemms.

Y NpakTyeckn 300p0oBbIX poamnTenen (He CBA3aH-
HbIX Y3aMW POACTBA) POAMMACh AEBOYKA, Y KOTOPOM
C OBYX NeT Ha4anucb Oonm B XMBOTE C MOABEMOM
YPOBHS AMacTa3bl KPOBU. B ogMH 13 Takux NpUCTYNoB,
KOTOpble pPacLEeHMBANUCL KakK OCTPbIM MaHKpeaTwuT,
pebeHka oOnepuMpoBanu: pPe3eLrpoBan YacTb Mof-
BEPrlUENCs  HEKpPO3y  MOMAXENyOAO4YHOM  XXenesbl.
Kak BbIICHWMNOCH, Yy [AEBOYKM OKasancs KpawvHe
BbICOKM YPOBEHb TPUMMULEPUOOB, AOXOAMBLUNM
o 7000mr/on (79,1 Mmonb /).

Otel, peberka, C.B., 1940 r.p. (Ha MOMeHT 00-
cnefloBaHMs eMy 6bino 43 rofa), xanob Ha 300poBbe
He NpenbaBnan. B anpene 1983 . ero AMNWAHbLIN
cnekTp Obin Takum: XC = 187 wmr/an (4,8 Mmonb/n),
Tr = 115wmr/an (1,3 mmonb/n), XC JIMNBM = 33 Mr/an
(0,9mmonb/n), XCMHM =131 ™mr/an (3,4 Mmonb/n),
KA — 4,7 en. BbisBNeHO O4eHb HKM3KOe COopep>XaHue
aHTMATePOreHHOW (PpakLMK, 33 CYET Yero onpenens-
eTCs aTePOreHHbIV CABUI, OAHAKO ypoBeHb TI oka3zancs
abCoMoTHO HOPMasbHbIM.

Matb, C.I, 1941 rp. (42 roga), cuntaet cebs
300poBont. [py MCCegoBaHUM AMNMMOHOMO COCTaBa
KpoBu B 1983 r: XC — 253wmr/an (6,5Mmonb/n),
Tr = 131w™r/gn (1,5Mmonb/n), XCJINBM = 53 Mr/an
(1,4mmonb/n), XCNNHM = 174mr/on (4,5Mvonb/n),
KA — 3,8 eq. To ectb y MaTepu EeBOYKN MMEETCH yMe-
peHHoe noBblleHne ypoBHA XC, HO 3@ CHET HOpMaJib-
Horo comep>xaHus JIMNBI aTeporeHHbIn cABUI MOXHO
CYUTaTb OYeHb HeDoMbLIVM. YpoBeHb TI KPOBM Tak Xe,
KaK 1y OTUa [AEeBOYKM, aDCOMIOTHO HOPMaseH.

Houb 3Tux pogutenen, A.C., Mbl Habnioganu
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¢ 11-netHero Bo3pacta. Pusnyeckn oHa Obina pas3suTa
HopMasnbHO. MManbnauys XMBoTa BbIABNANA 3HAYUTENb-
Hoe yBeNMYeHne ceneseHkn 1 yMepeHHoe yBenmdeHme
nedeHn, oba opraHa ObINM MNOTHOINACTMHECKMMU
1 6e3bonesHeHHbIMU. MpK NCCnegoBaHNK KPOBW Y Ae-
BOYKM CbIBOPOTKA MYyTHas, onpeaensanncb Xuiomm-
KPOHbI, KOTOPbIe MpU OTCTanBaHUM KPOBW B Npobupke
3aHVMasIN ee BepXHIOIO TpeTb. B aHanuze kposu XC —
416mr/on (10,7mmonb/n), TF = 10500mr/an
(118,6 Mmonb/n). Lpyrve nokasatens npu TakoMm
YPOBHE TPUMMWLEPUOOB OMNpeaennTb HEeBO3MOX-
Ho. [leBo4ke Ha3Ha4YeH MaHKpeaTWH, HWKOTWUHOBAS
K1CnoTta 1 acceHumane dopte. B 1984 r. (en 13 ner)
XC - 400wmr/gn (10,3 mmonb/n), TF = 2110Mr/an
(23,8 MMoOnb/n). MaKcMManbHOE CHUXEHME YPOBHS
TpUrMULEepUaoB ObINO AOCTUIHYTO B Bo3pacte 17 net
no 1720mr/an (19,4mmonb/n). [anbHenlwee Ha-
OniogeHve Hag geBovkon obopBanoch. YTo kacaetcs
MoBbILLEHHOMO YPoBHA XC KPOBW Yy AEBOYKW, TO MpwU
BbICOKOM cofep>XaHum TI, KoTopble HecyT nunonpore-
NObl O4eHb HM3KoW nnoTtHocTy (JTTIOHTT), B Ux cocTas
BXoOnUT 1 XC, 3a cyeT Yero obwmmn yposeHb XC Toxe
MOBbILLIAETCS.

Kak pacueHmBaTtb 3Ty nartonoru? To, 4TO 3TO
reHeTU4eckn oOyCrIoBNIeHHOe 3aboneBaHne, He Bbl-
3blBa€T COMHEeHWW. Hago nonaratb, 4TO [OeBOYKa
nonyyuMna ABa PeLecCMBHbLIX MaToNIOrMyeckmx reHa
OT cBOMX poauTenent. [o-BUANMOMY, 3TO FeHbl, KOTO-
pble OTBeYaloT 3a QYHKLMOHMPOBAHME NMMNOMNpPOoTe-

CIIMCOK JIHTEPATYPHI

WHAMNA3bl. ECIM OHW MaTONOrNYHbI, TO OHW HE MOTyT
MOSTHOLLEHHO pacLLenndTe XUIOMUKPOHbI 1 JITTIOHTT —
OCHOBHble nepeHocHmky TI [8]. He uckIoYeHo, 4To
onpepeneHHas posib B Pa3BUTUM rmnepTpurmmuepmae-
MUV NPUHAONEXUT HapyLUeHWIo MYHKLMOHMPOBaHMS
NeuUnTUH-XonecTepuHaumMnTpaHcdepasbl  (JIXAT) [9].
3TMM HepMEeHTOM yMpaBseT reH, KOTOPbIA NOKanu-
3yeTcs B 16-1 xpomocome. OfHaKo Moka 3TOT BOMPOC
[0 KOHLA HE MOXET CHUTATbCHA YCTAHOBIEHHbBIM.

XOoTs NpY peLeccuBHbIX TMNEPAUNUAEMUSX Y OeTel
POLAMUTENN CHUTAIOTCA MPaKTUHeCKM 300POBbIMM, OHU
HeCyT ONH PELIeCCUMBHbBIM FeH, KOTOPbIM BCE K& MOXET
Kak-To ce0st NPOsBUTL, XOTS OH B OCHOBHOM U MOJaB-
NeH NapHbIM HOPMasbHbIM JOMUHAHTHBIM reHom [10].
[encrBnTenbHO, Koe-kakie HapyLleHWs y poauTenen
HaLLUMX FOMO3UIOTHbIX AeTen BCe Xe UMeNUCh.

B HacToslLlee BpeMsl He BbI3bIBAET COMHEHWUN, YTO
B CBA3M C BbIPAXEHHOCTbIO NUMAMAHbBIX HapyLIeHU
neyeHre OOMbHbLIX C TOMO3UIOTHBIMW TUMepnUNuae-
MUSAMU MOXET ObITb 3PMEKTVMBHBIM MWL MPU NPO-
BeleHUN KOMOWHMPOBAHHOW Tepanuun: COoYeTaHnn
Tepanuu ctatiHamu (npu MXC) nnu drnbpatamn (npu
TUNETPUMNLIEPUAEMUSX), UHIMOUTOPaMKU  BCAChbIBa-
HUs XC (33eTMKD) 1 npuMeHeHeM adepesa JITHT
(MNOHM) [11, 12, 13].
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