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Hapymenue nunupaoro obmeHa
y ieTeli ¢ 3a00/1eBaHUAMU TIeYeHU

Komnonenmot nunuonozo o6meHa uzparm cyuyecmeeHHyo pob

NpU NAMon02U4ecKux cOCMOoSHUAX 0enckoeo 8o3pacma. Boisaenerue
HapyuweHuti TUnuUOHo20 0oMeHa — 3a0a4a Henpocmas, mpebyouas
KPONOmMausol pabomot npakmuKkyouux epadeii pasHvix cneyuanvHocmeil.
Ha cumnosuyme «IIpobremvl 0emcKoti 2enamonozuil», COCHOABULEMCS

8 pamxax XXIII konepecca demckux eacmpoarmeponozos Poccuu u cmpan
CHI, npossyuan doknaod 0.M.H., 3asedyroujeti omoeneHuem neouampu4eckot
eacmpoanmeposnozuu, eenamonozuu u ouemonozuu PIYH «PUI]
numanus u 6UOMexXHON02UU», 3a6edyioueti Kagedpoti acmposrmeponozuu
u duemonoeuu Poccutickozo HAYUOHATLHOZ0 UCCTIE008AMENbCK020
meouyurckoeo yHusepcumema um. H.V. ITupozosa Tamvsanvl Buxmopostuol
CTPOKOBO/. Ha xonkpemHom npumepe oHa npooemoHcmpuposana
Uen1ecoo6pasHocmy UHOUBUOYALHO20 N00X00d K 6€0eHUI0 NAUUEHIN 08

€ 3a6071€8aAHUAMU NeHeHU 6 COUEMAHUL C HAPYUWEHUAMU TUNUOHO20 00MEHA.
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06LKe nonoxeHus

O HapyuleHUM MUIUFHOTO OOMeHa

y HAI[EHTOB /II060ro BO3pacTa MOX-

HO CY[UTb IO cofepxanuio gocdo-

JIMINEOB, HeICTepUULMPOBAHHBIX

JKUPHBIX KUCIOT, TPUITIUL[EPUJIOB,

CBOOGORHOrO 1 9CTepuuUIpOBaH-

HOrO XojecTepuHa. JIunupasl Haxo-

IATCS B IUIa3Me KPOBU B CBA3aHHOI

¢ Genkamm popme u 06pasyT Cie-

yIOLI/e K/IACChL:

= XVWJIOMUKPOHBI;

= JIMIIONPOTEVHBI O4YEeHb HU3KOI
mwrotHoctu (JITIOHII);

= JIAIIOIPOTEVHBI HUBKOI IIOTHOCTH
(JITTHII) - 6eTa-MMIOMPOTENHBL;

= JIMIIONPOTEVHBI BBICOKOI IUIOT-
voctu (JIIIBII) - anbda-nmumo-
[POTEVHBL.

PasfesieHre NUIIONPOTENHOB Ha

KJIaCChl OOYC/IOBIEHO pasndreM

B IUVIOTHOCTY ABVDKEHUSI IIPY 9JIEKT-

podopese.

B 3aBucuMMOCTH OT IIOKasaTesnel

HPUMEHSIOTCS (GOPMYIIBL IS BbI-

YMC/IEHNST MH/IEKCA aTePOTeHHOCTIL.

B mepmarpnaeckoit mpakTuke K I0-

RKOOHOMY pacyeTy npuberaror Hedac-

TO, MOCKO/IBKY KOPPETALUA MEXY
YPOBHEM YKa3aHHOTO MHJEKCa 11 aTe-
POCK/IEPOTHYECKUM HOPAXKEHNEM
y IeTell He YCTAHOBIIEHO.

[Top AucIMNUAeMUel MOHMMAKT
CaMOCTOATEIbHDBIC 3a60HeBaHI/IH
I IIAaTOTCHETUYECCKNE COCTOAHMA,
00YC/IOB/IEHHBIE KOMNYeCTBEHHBIMI
M KaueCTBEHHBIM) HapyLIeHIAMU
COCTaBa IMINIOB U TUIOIPOTENHOB
B KPOBI.

BI)IHCHF{IOT IIEPBUYHDBIE VI BTOPUYIHDbIE
OUNCIINIINOAEMUIL. HepBI/I‘-IHbIe TreéHe-
TIYeCKN [eTepMUHNPOBAHbL. BblsB-
JIAIOTCS CTabMIbHbIe MI3MEHEHMS Ofi-
HOTO VIV HECKOJIbKMX HOKa3aTesel
JIUIINITHOTO O6MeHa B OTCYTCTBI/IC
Kakux-nubo 3aboneBanuii. Bropuu-
Hble [UCUINAEMUN — CIIe[CTBUE
IIIPOKOTO CIIeKTpa 3ab0/eBaHMIL:
TTAaHKpeaTuTa, rermaTtnTa, XomeumncTn-
Ta, HepuUTa, TUIIOTUPEO3a, HACTIe]-
CTBEHHBIX 00/1e3Hel 0OMeHa 1 T.JI.
IucnunupgeMun Kaaccuuumupyor
Ha BPOXX/IeHHbIe 1 IPHOOpeTeHHBIE.
Bpox/ieHHble HAOMIO[AIOTCS Y pe-
6eHKa C IIEPBBIX MECALEB JXM3HU,
HO HE€ MMEKT HAC/I€ACTBEHHOI'O NN

CeMeITHOrO XapakTepa 1 006yCcIoBIe-
HBI HeO/IaronpusaTHHIMHU (PaKTOpaMu
BO3JIeJICTBMA Ha IUIOJ, — XpOHMYeC-
KOJl TUIIOKCHEN, 3a00MeBaHUAMU

MaTepy, B YaCTHOCTM CaxapHbIM

nnabetom, HedpomaTmeil, MO3KHUM

recrosoM. IIprobperenHsie AucIn-

OUIeMNy PasBUBAIOTCS B pasHbIe

HepMOnbI XKM3HM pebeHKa Ha poHe:

= HapyLIEHNUS peXXUMa MUTaHNUS;

= M3MEHEHUS XMMIYECKOTO COCTaBa
paLnoHa INTAHMS;

= TUTOMHAMMUIL;

= IUCHYHKLMY HKeTYHOYHO-KUIIey-
HOTO TPaKTa;

" Pa3IMYHBIX CONYTCTBYIOLIMX 3a-
6oreBaHmMIL.

CornmacHo xmaccudukannyu Beemup-

HOJI OpraHM3aluyu 3LpaBoOOXpaHe-

HUsI, B 3aBUCUMOCTM OT CIIEKTpa

B TUNONLOTPAMME Pa3INIaA0T ISTh

TUIIOB TMIEpIUnuAeMun. Y peren

yamie BcTpedatorcs tumsl 1la u IIb.

Emie coBceM HeZaBHO IpOBeHeHME

MOJIEKY/IAPHO-TeHeTUYECKUX UC-

CTIeOBAHUIL [/Is OIpeNe/IeHNs TUIA

3a60/IeBaHMs Ka3a7I0Ch HEBO3MOX-

HbIM. CerofiHsi y MHOIVIX ITAIIVIeHTOB
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06HapY>KeHbI TeHeTUYeCKIe TOKYCBI,
HoATBepXKAaoIre 3aboneBaHue.
buoxmmMumyeckoe ucCciIefoBaHue -
IUIOTPaMMBI CYUTAETCSI OCHOBHBIM
METOJIOM OIIpefieNleHN s TUIIA IUCTIN-
HUJeMUIL

IIpu tume I runmepXxmaoMmkKpo-
HeMUM KIMHUYECKMe CUMIITOMBI
BK/IIOYAIOT CIVIEHOMerasuno, abro-
MUHaTbHBIe KOMUKY, TTaHKPEATHT.
Y nereit panHero Bo3pacra Jl0CTa-
TOYHO GBICTPO POPMMPYIOTCS aTe-
pockinepotmdyeckue Onsmku. [u-
nepxonectepuHemus Tuna Ila npen-
IojaraeT Hajan4dye aTepocKieposa
KOPOHApHBIX apTepuil ¥ CyCTaBHO-
ro cungpoma. IIpn tune IIb nme-
I0T MeCTO M30BITOYHAs Macca Tera,
HeaJIKOTO/IbHasA JXMpoBass 6ONIe3Hb
neyenn (HAJKBII), caxapHbril ana-
6et u parHMe HOPMBI ATEPOCKTIEPO-
3a. ITpu tumne III runepnunupemun
Ie6I0T IPOMCXOAUT B paHHEM BO3-
pacTe, MOABIAITCA KCAHTOMBI Ha
JTAZOHAX U MeCTax JjaBJIeHNs OffeXK-
11, popmupyercss HAXXBIL. IIpu
tune IV Havano 3abomeBanms, Kak
IPaBUIO, IPUXOAUTCA Ha MOJIOHOM
U CpefIHMIT BO3PACT, Pa3BUBAIOTCA
remaToMeranns, CaxapHblit fuaber
u oxupenne. IIpu tune V popmu-
PYIOTCA aTepOCKIepo3 COCYLOB,
OXKUpeHIe, TaHKPeaTNT.

He menpmylo ponb B CTPyKType
DUCTMIUAEMUI UTPAIOT BBIABJLAE-
MBble y YaCTH NaLMeHTOB Pa3/IMIHbIe
($hOpMBI TUIIOMNIIEMUIL.
I'mno-anbda-TunonpoTenHe MU
(6omesup TaHXXepa) XxapaKTepusy-
eTCA OTCYTCTBUEM MM CHIDKEHMEM
10 1-4% B nyasMe KpOBM ypOBHEI
JITIBIT n o6ujero xosiectepuHa.
Knuuudyeckn HabIIONAIOTCA YBEIN-
YeHN)e MUHJAINH SIPKOTO Ke/ITO-
OpaH)XXeBOro IBeTa (IIaTOTHOMO-
HUYHBII IPU3HAK), CIUVIEHOMET N,
yBem4yenne MMMQaTNIecKuX y3/IoB,
MBILIeYHasA CTab0CTbh B BEPXHUX
U HIDKHMX KOHEYHOCTSX, Ocmabie-
Hue pedeKcoB, MOTepsi YYBCTBU-
TeJIbBHOCTU. B IIyHKTaTe KOCTHOrO
MO3Ta 0OHAapy>KMBAKTCA «IIEHNUC-
ThbIe» KJIeTKIL.

CemeitHast abeTaTUIIONPOTENHEMIS
(cunppom baccena — KopHiserira)
IpefcTaBigeT o600l Hac/leCTBeH-
HO€ ayTOCOMHO-PeLieCCUBHOE Hapy-

reHye obpasoBanus Ano-B-comep-
JKAILVX TUIIONPOTENHOB. 3aboneBa-
HIIe XapaKTepu3yeTca CUHAPOMOM
Manbabcopbium, creatopeeii, Ipo-
rpeccupypouieit guctpodueit, 3a-
HEPIKKOJ PasBUTUA, YMCTBEHHOI
OTCTa/lIOCThI0, MUTMEHTHBIM PeTU-
HIUTOM, Ha/lNM4MeM aKaHTOLMTO3a,
aTaKCM4YECKOJi HEBPOIIATHEN.
HacnepcrBennas rumo-6erta-nu-
MONPOTEMHEMMA OTIMYAETCA ay-
TOCOMHO-JOMMHAHTHBIM TUIIOM
HacnenoBaHus, fedektoM Amo-B,
NPUBOAALIMM K HU3SKOMY YPOBHIO
6eTa-TUIIONPOTENHOB B KPOBI.
Y 60nbHBIX 9TOI (HOPMOIT TUIIONN-
NNAeMUY 3HAYUTETbHO CHIUKAETCS
yposenb xonectepuna JIITHII. Knu-
HUYeCcKasd CUMITOMAaTHUKa IOYTH
Takas ke, KaK B IPeAbIAylIeM CIy-
wae, HO UMeeT Horee MATKoe Teve-
Hue. [InarHo3 MOATBEPKAAETCA Ipu
oOHapyXeHuM B KPOBU HM3KOTO
cofiep>KaHusA XO/eCTepuHa, TPUTIN-
nepupos, Ano-B. Konnentpauun
xmnomukponos, JITTOHIT n JITTHIT
TaK)Ke HU3KHE.

Y pereit ¢ XxpoHUdYecKuMu 3aborne-
BaHUAMU IIeYeHM HepeIKO Peruct-
PUPYIOTCA HapylleHUs NUINJIHOTO
MeTabonmm3Ma.

[To maHHBIM WCCTeNOBAHMI, U3
2393 nmauueHTOB ¢ XPOHMYECKMMU
3a60/1eBaHISIMM TIe4eH) HapyLIeHe
MUOKEHOTO 06MeHa 3adUKCUpPOBa-
HO B 15% crny4aes. [Ipnyem y 6071b-
IIHCTBA MTALMEHTOB MIMEeNN MeCTO
IJIMKOTeHOBas 0OJIe3Hb, IIPENMY-
HleCTBEHHO Tuma I, XpoHMueckue
BMPYCHbBIE U XpPOHMYECKME KPUIITO-
TeHHbIe TeTIaTUThI.

YacToTa BBLABIEHNA AVCININIEMII
CcoCTaBM/Ia: IPU XPOHMYECKOM BU-
pycHOM remaTtute — 7%, ayTOMMMYH-
HBIX 3a607eBaHMAX — 23%, XPOHU-
YeCKOM KPUIITOT€HHOM TelaTuTe —
24%, rmMKoreHoBo 60mesHy — 65%,
¢dpykrozemnu — 23%, HacleCTBEH-
HOM xonectaze - 80%, 6omne3HU
Bunbcona - 10%. bonee BbicOKuMe
YPOBHM XOJIeCTepMHA OTMEeYa/nNnch
IIpY HaC/Ie[[CTBEHHOM XOJIecTase —
9,3 MMOJb//I, aHOMANIUM YKETYHBIX
IIPOTOKOB — 8,8 MMOJIb/JI, TIMKOTe-
HOBOII 6071e3HM — 7,5 MMOJIB/JL.

ITpu rukoreHoBoit 60me3sun Hanbo-
Jiee TsKeTIble M3MEHEHU A NUIINTHOTO

facTpo3HTeponorua. Cneubinyck «/leTckas racTposHTeponorus»

CIIEKTpa OTHOCATCS K IIEPBOMY TUITY
3a00/IeBaHNsI — YPOBEHb XOIECTEPH-
Ha IIpeBbIIIAeT 7 MMOJIB/ L.

Ha cerogHAIHNI TeHb HAKOIIEH
CONIM[IHDBIN KAMHUYECKNI OIIBIT Be-
TeHNs MalYIeHTOB JNeTCKOTo BO3pac-
ta ¢ HAJKBII - cBbimte 700 yenosexk.
B 0CHOBHOM 9TO eTU C M30BITOYHON
Maccoll Tena u oxupeHuem. Hanm-
60/MbImNiT MHTEpeC NPefCTaBIAIT
yYacTUBIINECA CIIydyan IOsAB/IeHNUA
JIOKAJIbHOTO HEa/IKOTOJIbHOTO Tella-
TO3a. Y Ha3BaHHOI KaTeropumu 60b-
HBIX YaCTO BBIAB/IAIOTCA HAPYIIEHNA
JIMOMIAHOTO OOMeHa.

Omnpenenutd HanM4Me AUCIUINTE-
MU y fIeTell C KpUIITOTeHHBIM Tella-
TUTOM IIO3BOJIAET IMATHOCTIYECKII
anroputM. JJoKmagumK npyusena faH-
Hble COOCTBEHHOTO HaOIIIOeHN 32
191 pebeHKOM € [UATHO30M XPOHMU-
YeCKOTO KPUIITOT€HHOTO TemaTHTa.
VY 52 (27,2%) U3 HUX CUH/IPOM LIATO-
733 COYeTasncA C AUCTUNUTEMUEN.
B cooTBeTcTBUU C pa3pabOTaHHBIM
aTOPUTMOM IIO pe3y/IbTaTaM MC-
ClIefOBAaHNA TNINOTPaMMBbl yCTa-
HOBJIEHO Ha/lM4ue I'UII0X0/NecTepu-
HEMMIM, TUIIEPXO/IECTEPUHEMMUMN VTN
runeprpurnuiepungemMun. Ilpn Ha-
JIMYMY TUIIOXO/IeCTEPUHEMUN IIPO-
BOJVIIN JICCTIEIOBAHME YPOBHA ATIO-
Al, Ano-B, cofep>KaHus BUTAMIUHOB
A, E n uccnegoBaHme akaHTOIIMTOB,
IIOCKOJIbKY aKaHTOIIMTO3 Pa3BMUBa-
ercsi y 30% marueHTOB ¢ aberanu-
nonpotenHeMmuen. IIpu rumepxo-
JIeCTEPMHEMMM M3Yy4a/y AKTUBHOCTD
Kucnoii nmumnaspl. [Ipy runeprpurnm-
LepufeMny HeoOXOAMMBIM CUMTA-
JI0Ch HpOBefieHIe dMeKTpodopesa
JIMINTOB. BayKHBI MOMEHT: ITalleH-
TBI C BBIABJICHHON NVCIMINIEMIEN
TpeOYIOT KOHCYIbTALINY Psifia CIe-
LMIMCTOB: O0TaTIbMOIOra, HEBPO-
aTojIora, Kappuornora u ip. (puc. 1).
Takum o6paszom, u3 52 MaIMEHTOB
C CUHJApPOMOM pucnunupemun 34
yHanoch MOCTAaBUTb TOYHBIN Jua-
rHO3. [lepuINT M130COMHOI KICTIOM
ymassl (JJIKJI) o6HapyxeH B 38%
CITy4aeB, TUIIEPXVIOMUKPOHEMMS —
B 6%, cemeliHas I'MIEpPXOnecTepu-
Hemus — B 47%, 6onesnp Tamxepa
u aberamumnonporenHemMus — B 3%.
JImarHocTuka 6omesHell HapyIIeHMit
JTUIUEHOIO OOMeHa OCHOBaHa Ha
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HI/IaI‘HOS KPI/IHTOI'CHHOI‘O reraTtmura
(n=191)

O

CUHPOM LMTONN3A + JUCTIIAEMIS
(n=52)
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JIUIINT0B

Puc. 1. Kpunmozennutii zenamum u Oucaunuoemus

pesynpTatax KJIMHUYECKOTO U Iapa-
K/IMHITIECKOTO 00C/IeIOBaHN, A TaK-
’)Ke TaHHBIX CEMEHOI0 aHaMHes3a.
O6paTuTe BHUMaHMe: HACTECTBEH-
Hble 3a00JIeBaHUA MOTYT IIPOTEKAaTh
I10 AHAJIOTUM C HEHAC/IE,CTBEHHBIMMU.
Hepepnxo HacnencTBeHHOE 3a60/1€Ba-
HIE y JieTell COyTCTBYET OCHOBHO-
MYy, HeHaC/Ie[ICTBeHHOMY 3aboeBa-
HMIO, C KOTOPBIM POJUTENN pebeHKa
O6paTI/IHI/ICb 32 MEUIIMTHCKON ITOMO-
IObIO. HOZ—)TOMY BbIAAB/IEHHDIE HAPY-
IIEHVISI TMIVIHOTO 0OMeHa TPeOyIoT
0013aTe/IbHOTO JIOTIOTHUTETLHOTO
006C/IeIoBaHNA C LIe/bI0 CBOEBPEMEH-
HOJ MOCTaHOBKU OuarHo3a u Hava-
JIa STUONATOr€HETUIECKOI TePAIINA
I/ TPERYIPEXJeHNA 0CT0KHEHNI
pucnunupgeMuii. Bmecre ¢ tem cre-
AYET IIOMHUTD, YTO NUCAUIINALEMUSA
HEPENKO MPUBOANT K BIPAKEHHOMY
XUe3y CBIBOPOTKU M MCKaKEHUIO
NabOpaTOPHBIX Pe3y/IbTATOB MCCIIe-
JOBaHUs.

Knunnueckuin cnyvait

Manpuuk 2002 rofa poxfieHus OT
TpeTbell HOpMaJIbHO IPOTEKaBIIEN
6epemeHHOCTH (CTapiine feTH 340-
possr). HacrmencTBeHHOCTD 1O 3a-
60neBaHNAM TUIIMAHOrO 0OMeHa He
oTsiroiieHa. Bec mpu poxjeHun —
4900 1, poct - 56 cm. IIpodpunaxTu-
YyecKue NPUBYUBKY IPOBEIEHbI CO-
rmacHo HanmoHanbHOMY KajeHpja-
pro BakuuHanuu. IlcuxomoropHoe
pasBUTHE COOTBETCTBYeT BO3PACTY.
Haxopuics Ha rpygHOM BCKapMIIu-

BaHUMU 10 BocbMu Mecsanes. C Tpex-
MeCSYHOTO BO3pacTa MMM MeCTO
MIPOSIBJIEHN S aTONMYECKOTO JlepMa-
TuTa. B HacTosA1ee BpeMs y pebeHKa
Hab/oa0TCs OpOHXMAIbHAS ACTMA,
KPYTTIOTOJMYHBIN ajiIeprudecKui
PVHMT.

B BospacTe yeTnipex et B Mae 2006 T.
TIpM ITIOATOTOBKE K aJleHOTOMMIN Y pe-
OeHKa BBIAB/ICHBI CHH/[POM LIUTONN3A
(ypoBeHb amaHMHaMUHOTpaHCepa-
3bl, acCIIapTaTaMUHOTpaHCcepassl —
67 Ep/n), moBblllIeHHOE COfiep)Ka-
HUe TPUIINLEPUJIOB, XO/IeCTEPIHA,
JITTHIT B xposu. Ilpn nposenenun
YIBTPa3BYKOBOTO MCCIE/OBAHNA
(V3W) 6prourHoit momocT BhlsBIE-
HBI TenaroMmeranus u gud¢ysHble
U3MEHEHNsA INapEHXMMBbl IIeYeHM.
ViccnenoBanme MapKepoB BUPYCHBIX
relaTUTOB [aj/i0 OTPUIATeNbHBbIN
pesynbrar. Ilocme xoHCynbTamun
TeHeTMKa II0CTABJIeH IIpeBapUTeIb-
HbI/l IMAarHo3 CeMENHOI I'UIlepXo-
necrepuHemun tumna Ila. B anpene
2007 r. mpy onpefeeHy reHeTndec-
KMX IOMMMOPGU3MOB YCTAHOBICHO
Ha/M4ye MOHO3UTOTHOTO BapMaHTa
JIUIIONIPOTENHOBOI JIUIIA3bl C TIOBbI-
II€HHBIM YPOBHEM TPUINULIEPUTIOB,
cHykeHHBIM yposHeM JITIBII B xpo-
BII, UTO CBUJETE/TbCTBOBAJIO O IIOBBI-
LIEHHOM PYICKe Pa3BUTHA aTePOCKJIe-
POTHYECKUX IOPaKEHUI COCYHOB.
B ToM e romy mpoBesieHbl TeHeTH -
YecKye aHaM3bl.

B xmuuuky OUII nutanns u 6mo-
TEeXHOJOTUM PebOeHOK IIOCTYNMI

C AMAarHO30M XPOHIYECKOTO KPUIITO-
FeHHOTO TeraTuTa. Y Hero opefesisi-
JIaCh TeIIaTOMETa/IVsL: [Ie9eHb BBICTY-
maza u3-1oj Kpas peOGepHOI Kyru
Ha 4 cM, 4TO MOATBEPXK/ANOCH JaH-
HpiMu Y3V, Ilpu HeogHOKpaTHOM
00CIefoBaHNN Y MajIb9MKa PETUCT-
PUPOBAINCH CHYDKEHHBINT YPOBEHD
anbga-1-anTurpuncusHa (Ha 30% ot
HOPMBI), IOBBIIIEHHOE COfIep>KaHMe
¢deppurnna (646 mr/n). Iepuopu-
YeCKM OTMEYaNnCh TUIIOITNKEMUS
(3,3-2,8 MmMomb/ ), KOTOpas oIpe-
IlenAnach NMpY UCCIefOBaHUN 610-
XMMUYECKOTO aHanms3a KPOBM U B
npobe ¢ HArpysKoIl III0KO3011, /TaK-
TaT-alNgo3. Y MalyeHTa IPOBOLUII-
ca puddepeHIMaNbHBI JUArHO3
MeXAy febunutoMm anbda-l-aHTH-
TPUIICHHA, 60/Ie3HAMN HaKOIICHVS
[JIMKOT€Ha, TeMOXPOMATO30M, Ha-
CJIEiICTBEHHBIMI HAPYLIEHUSIMU JIU-
MIMTHOTO OOMeHa.

ITpu mccnemoBanuu reHa anbga-1-
AHTUTPUIICMHA ObITa OOHApy)keHa
myrauya E34K (Z-amnens) B rerepo-
3UTOTHOM COCTOSIHMH, XapaKTepHas
nnsa penornna PIMZ (puck passu-
Tis 3aboeBanus — 20%). [Tpu mans-
HeJIINX MCCIIeOBAHNAX YPOBEHDb
anbda-1-aHTUTPUIICKHA HOPMAJINU-
30BAJICSI U IIPU T€HETUIECKOM aHa-
nM3e B aJIbTepPHATUBHOI 1aboparo-
pun B reHe anbda-1-aHTUTPUIICHHA
He 0OHapy>keHO MyTauuit (peHOTHI
PiMM - HOpManbHass aKTUBHOCTH
anbda-l-anTurpuicuHa). Pesymnn-
TaThl MOJIEKY/IAPHO-TEeHeTIYEeCKOTO
uccnegoBanus rena HFE Ha BorsaBie-
HII€ JaCTBIX MYTAIlNil, OTBETCTBEH-
HBIX 32 Pa3BUTIE eMOXPOMATO3a
(C282Y, H63D), e nogTBepmm ux
HaIM4n.

C nenbio BepudmKanuu gUarHosa,
a TaKKe OIpefe/ieHNst CTaanu 3a6o-
neBaHus B ceHTsI0pe 2010 I. pebeHKy
[POBe/MN MYHKIMOHHYI OMOICKIO
neuenu. Vccremopanue Guomnrara
IeYeHy II0Ka3amo yMepeHHbIit ¢Huob-
P03 HOPTA/IbHBIX TPAKTOB, G1UOPO3
CTEHOK LIeHTPA/IbHBIX BEH, HA/IM4Ie
HOPTO-TIOPTA/IBHBIX CEIIT U 30HBI IIe-
purenarouenoaipHoro ¢pubposa.
B remaroumrax okpyrioi ¢opmsr
CO CBETJION LUTOIIA3MON OoIpefe-
JISUICh MHOXXECTBEHHBIE MEJIKIIE
BAaKYOJIM, YTO YKa3bIBAJIO HA MUKPO-
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Be3UKY/IAPHBIL cTeaTo3. CormacHo
MOPGOTOTNYecKOMY 3aKII0YEHNIO,
IPU3HAKOB, XapaKTepHBIX A Jie-
¢unura anpda-l-aHTUTPUICHUHA,
6onesHell HaKOIJIGHUs IIMKOTEHa,
HeT. VIHgekc ckneposa o Desmet —
2-3 6aa (yMepeHHbI1).

cuHppoma nuronusa (zo 180 Ex/m)
U JUCTUIIUJIEMIUA 3a CYeT TUIIePXO-
necteprnemuu (10 9,9 MMorb/ 1), 1o-
poimenust JITTHIT (mo 8,14 MMonb/m).
ITosmHee, ¢ HAKOIMJIEHMEM OIIbITA
AMATHOCTUKI TaKOTO PENKOro 3a6o-
neaHus, kKak [JJIKJI, BoiscHUINCH

HEKOTOpble 0COOEHHOCTH M3Mepe-
Hua aktuBHoctu JIKJI B neitkorm-
Tax nepudepnyeckoit kposu. Ilpu
BBICOKOJI aKTMBHOCTU IIpoOYUX JIN-
nas KpOBM UTOTOBasg aKTUBHOCTD
MOYKeT MacKMpOBaTh aKTUBHOCTHb
JIKJI B cyyae ee mMaTO/IOTUYECKOTO

PaHee BbIABIEHHDIE y MAaLlMEHTA YC-
TOMYMBOE IIOBbILIEHME YPOBHEN
TpaHCaMMHa3, TPUITINLEPUIOB, XO-
necrepuna u JIITHII, nporpeccupy-
IOIITasl TeTaTOMET Ay C IPYU3HAKAMU
¢ubpo3a, a TaKIKE MUKPOBESUKYJISIP-
HBIiI CT€ATO3 FeNaTOLTOB FOBOPW/IN
0 BBICOKOJ BE€POATHOCTU HaINM4MsA
6orme3Hy HaKoOIMIeHNs 3GUPOB XO-
necrepuHa (ogHa u3 peHoTunMYeC-
knx ¢opMm 3aboneBaHuA, KOTOpPbIE
B COBPEMEHHOI1 TnTeparype o6beau-
HeHBbI 1oy HasBaHueM JIJIKJI).
JJIKJI mpepcrasnsier cob6oit Mo-
HOT€HHOE HapyIIeHNe, IIPM KOTO-
POM MyTauuM BBI3bIBAIOT Hepuuut
JIKJI, 94T0 coco6CTBYeT IM30COM-
HOMY HaKOIUIEHUIO 3(UPOB XOJec-
TepuHa U Tpurnuuepupos. Cuc-
TeMHOE JIN30COMHOE HaKOIIJIEHIe
JIMIINAJIOB IPUBOJUT K IMPOTpeccu-
pympoleMy IOpaKeHNIO Pa3TMYHbIX
opraHos. Ilo faHHBIM TMUTEPATYPHI,
cpenu petelt u B3pocnbix ¢ [JJIKJI
KJIMHIYeCKUe MPOABIeHNUA CO CTO-
POHBI 60JIee OFHOI CHCTeMbl Opra-
HOB HabmofatotTcs B 87% ciydyaes
(puc. 2 n 3).

B Mennko-reHeTM4eCKOM HayYHOM

86%

IIpOABIIEHNA
CO CTOPOHBI II€YE€HN

87%

NIPOsIB/IEHNS CO CTOPOHBI
CepIeYHO-COCYIUCTON
CUCTEMBI

87%

IMAIVIEHTOB — IIPOABJIEHVA CO CTOPOHDBL
6omee OﬂHOf/l CHCTEMBI OPTAaHOB

36%

MIPOAB/IEHNA CO CTOPOHBI
CeNe3seHKn

22%

IIPOSBJIEHNA CO CTOPOHBI
JKeTYJOYHO-KUIIEYHOTO
— TpaKTa

Puc. 2. Puck passumus #u3Heyzporarnuux mMyivmuop2annovlx nopancenuil y nayuenmos ¢ [JJIKJI

neutpe (MI'HI]) PAH Bmepsbie Temaromeranmus Dubpos
B Poccuu 610 HanaxeHo usmepe- Topaxenne nedern Hwppos
HIE aKTUBHOCTU Hyﬂa JIUTIIA3 B JIeli- > MATaHVHAMUHO- L 5 HopTaanaﬂ TUNEPTEH3NA
Tpancdepasa [leveHOYHAs HEAOCTATOYHOCTD
K(})]H}?)?[ax KPOBM IS AUATHOCTUKY AAcCTapTaTaMIHO-
. JJaHHBII MeTOJ| IO3BOJI-
A Ha €TOA MO3BON TpaHcepasa YckopeHHOe pasBuTHE
eT oIpefeNATh OOIYIO TUIA3HYIO aTepocKeposa
aKTUBHOCTb B JIEMIKOLMTAX IEPH- NBC
o NCINUIINTEMUA >
dbepudeckoit KpoBM, B TOM HICIIE a = Wucynpr
. A Xonecrepun JITTHII VndapkT MuoKapya
akTuBHOCTb JIKJI. He cnywaiino [ i >| MTpurmimepuzbi P pA
obpaser; KpoBy manuenTa 6o uc- | Heduuur Hamlf}fé’ﬂcy?g;g;p% VXonecrepuu JITIBIT
C/lelOBaH MMEHHO B 3TOji mabopa- | depmenra —> XOJecTepuHa Puck rpaBmarmeckoro
JIKJT paspbiBa CeNe3eHKn
topuu. Ilokasarenb akKTMBHOCTHU U TPUIIALEPUTIOB  |—> T
cocrasun 43,8 HM/mr/4, 4To mpe- CrieHoMeranus >| Anemus
BBIIIIAJI0 HVDKHIOK TPAaHUITY HOPMBI TpoMm6ouuToneHNs
(30-118 aM/mr/4).
HecMoTps Ha 6asucHyI0 Tepamuio Bonb B >kmBoTE
Hakomnnenne
U CTpOroe COOMofeHNe I1eTsl, Py > XUpOB Manba6cop6us
6 - >| OtcraBanme B pocTe
0qepengIx 00CiIegOBaHNAX pe B KUIIIEYHUKE K
OeHKa 3apUKCHPOBAHBI MPU3HAKY TTYAOUHO-KIMIICHHDIC
KPOBOTEYEHNA
HapacTaHus remaromeranun (J0

+7 cM u3-1of Kpas pebepHoI ayru), Puc. 3. [lamogusuonoeus JJJIK/T

facTpo3HTeponorua. Cneubinyck «/leTckas racTposHTeponorus»
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Huarnos JIJIKJI ycTaHaBIMBAIOT C MCIO/Ib30BaHIEM
dbepmeHTaTMBHOTO aHaMN3a KPOBIU:
= nepudepudecKue IeKOLUTDI WIN CyXyie KaIlu

KpOBU;

= BBICOKOCIIEM(IIHBII TECT /I OIpeieIeHNs
aktusHOCTH JIKJI y yenosexa.

ITpoune [OIONHNUTEIbHBIE 00C/IEOBAHIIA:

/ TeHeTH4YecKoe cekBeHMposanue rera LIPA (y psapa
HaLMeHTOB MOTYT UMETh MECTO MYTallM, KOTOPbIe
HEBO3MOXXHO OOHAPYXXIUTH);

v/ Ouorcust medenn (He sIB/SIETCS AMATHOCTIIECKIM
MHCTPYMEHTOM IIpM nocTaHoBKe AnarHo3a [IJIKJI;
Hab/IofjaeMble IIPOSB/IEHNS He YHUKATbHbI

s JIJIKJT)
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CHIDKeHMA. B Takoit curyanym y na-
uuenta ¢ JIJIKJI utoroBass akTus-
HOCTb Oy/eT Bbllile HOPMBI (JI0XKHO-
OTpUIIATe/IbHBIN pesynbTar). Eme
OffHa 0COOEHHOCTb METOjA — YyBCT-
BUTEJIBHOCTb K KayecTBY obpasia.
B psape cimyuaes, HampuMmep Ipu He-
co6/IIoeHNY HeoOXOUMBIX YCIIO-
BIIT TPAaHCIOPTUPOBKY, JIMIIA3HAA
aKTUBHOCTD B 00paslie CHIDKaeTcH,
YTO MOXKET JaTh JIO>KHOIIOJIOXKNTEb-
HBII1 pesynbTaT. Takyum 06pasom, He-
CMOTPA Ha Ha/luyye KIMHUYECKUX,
7ab0PaTOPHBIX 11 MOP(OIOTIIECKIX
JaHHBIX, YKa3bIBaIOIIUX Ha BBICO-
Kyt BepoAaTHocTb [JIKJI, paHHBbI
[IMAarHO3 He OBUI UCK/TIOYEH WM TIOf-
TBEepIKZIEeH.

B 2016 r. B JIabopaTopun Haciep-
CTBEHHBIX 00JIe3Hell 0OMeHa BeIlleCTB
MTHII PAH 6p11 BHefpeH coBpe-
MEHHBIIl MeTOJ] M3MepeHNUA CIelu-
¢dnueckoit akrusrocTy JIKJI B cyxux
IIATHAX KPOBU. TaKo¥ MeTOJ Xapak-
TEepU3YeTCs OYeHb BBICOKOI YyBCTBH-
TE/IbHOCTDIO, IOCKO/IbKY IIPYMeHseT-
cs1 cenuduaeckmit narnb6utop JIKIL
VHruburop manmucrar 2 IpaKkTUIecKn
[OJIHOCTBIO VHITIOMPYET aKTUBHOCTh
JIKJI, mpy 3TOM He BIUAET Ha Apyrue
JIMTIA3HbIE AKTMBHOCTY B CYXUX IIAT-
Hax KpoB). JTO MO3BOJIAET NPAKTHU-

4eCKM OJHO3HAYHO KIacCU(UIPO-
BaTb 3[JOPOBBIX JIIOZEN, HOCUTENIEN
u 6onpubIx JJIKJT.

B suBape 2016 . pebeHKy 66110 IIPO-
BefieHo onpepnenenue JIKJI B mATHe
KpoBu. B pesynbrare mccnenoBa-
HuA oOHapy>XeHa O4YeHb HM3KaA
cnenuduyeckas aktusHocts JIKJI,
XapakTepHasa Tonbko A JJIKJI, -
0,02 HMonb/mr/4 (Hopma 0,37-
2,3 umonw/mr/4). Ouarnos JIJIKJI
OB ITOATBEPXK/EH CrrennuIecKum
METO/IOM JM3MEpEeHMS aKTMBHOCTHU
JIKJI. KpoMme TOro, B X0fi€ JOTIONIHM!-
Te/IbHBIX MCC/IOBAHNI MALMEHTY
IIPOBE/IN CEKBEHNPOBAHNE 3K30HOB
reHa LIPA, xopumpyromero JIKJI.
B xopupyromeit YacTu reHa MyTa-
UM BBIABJIEHA KOMIIAYHJ-TeTepo-
3MTOTHAA MyTaly, B 9K30He 8 — My-
TanuA c.894G>A B reTepo3UroTHOM
COCTOSHNUM, NPUBOAAIIAA K HAPY-
LIeHNIO CITalicuHra. MyTanums onn-
caHa S.A. Scott 1 cOaBT. y manueH-
TOB ¢ 607e3HbI0 Bompmana'. B ax30-
He 4 obHapyeHa gemenus c.421del
B T€T€PO3UTOTHOM COCTOSHUM, TIPU-
BOZIAIIAA K CABUTY PaMKM CUNTBIBA-
Hus p.Alal41Leufs*20. Borinennas
Hernelysi paHee He ObITa OMMCaHA 1,
T10 JaHHBIM KOMIIbIOTEPHOTO aHa/IN-
3a (Alamut Visual), saBnseTcs maro-
T€HHOIL.

Taxum obpasom, ¢ 2006 o 2016 r.
OCHOBHBIM [MarHO30M IIallVieHTa
OBUI «XPOHIYIECKNIT KPUIITOTEHHBII
TeIaTNT», COITPOBOXK/ABIINIICS Tema-
TOMeEralNeil, OBbIIIEHNEM YPOBHEN
TpaHCAMIHAa3, JUCTUINieMIeit (yBe-
JIMYeHNeM COflep>KaHNA XO/IeCTepIHa,
JITTHIT). B 2010 r. 6511 06Hapyxe-
HBI XapaKTepHble /i1 PEfKOro Ha-
crnencrtBeHHoro 3abonesanus JIJIKJI
¢bubpoTrIecKe U3MEHEHNUS U MUK-
POBE3UKY/IIPHBIIL CTeaTo3 B 0Opasiie
nedyeHy nanyeHTa. OfHAKO aHHBIN
IVAarHO3 He Y[a/loCh CBOEBPEMEHHO
HOATBEPANUTD VIV OTBEPIHYTh U3-3a
OrpaHMYeHNII MeTOfla AMATHOCTUKY
JUIKJI B mepuop mccnefoBaHNA Ia-
nuenTa. Tonpko B 2016 r., 6maropaps
BHeJpeHMIO Hanboree BBICOKOYYBC-
TBUTE/IBHOTO M30MPATeIbHOTO METO-
na usMepenus JIKJI B mATHaX KpoBy,

yAanoch OflHO3HAYHO MOATBEPAUTD
muarnos JIJIKJI.

AHanmms MOCNefoBaTeIbHOCTY T'eHa
LIPA mos3Bonui onpefenurb reHe-
TUYECKYIO NTOJIOMKY, KOTOpas CTana
IPUYNHOI 3a00/IeBaHMs Y JAHHOTO
nanuenTa. [Ipu IJIKJI uccienosa-
HUe TeHa CTaH[aPTHBIMI MEeTOHAMU
MOXXeT OBITh TOTIBKO IIOATBEPXKAAI0-
MM OVArHOCTUYECKUM CIOCOO0M,
IIOCKOJIbKY M3BECTHBI C/Ty4an, KOrza
MyTaluus B KOAMPYIOLNX 06IacTsIX
He BBIABJIANACh. DTO MOXET OBITh
00yC/IOBIEHO HalIM4MeM MyTalui
B HEKOJMPYIOIIUX y4YyacTKaX reHa
LIPA, HanuumMeM KpYNHBIX Hepe-
CTPOEK, a TaK)Xe APYTMMM MeXaHN3-
MaM§ peryJmpoBaHMsA aKTUBHOCTH
JIKJI, HanmpuMep 3MUTeHeTUYeCKN-
MU, KOTOpble He 0OHApPY>KMBAIOTCS
IpM CTAaHJAPTHBIX TeHeTUYeCKUX
nccnegoBamsax. Takum ob6pasowm,
OCHOBHBIM KpPUTEpPYEM ANATHOCTUKNI
IJIKJI siBnsieTcsl CHMDKEHME aKTUB-
HocTy JIKJI B cyxux mATHaX KpOBI.

3aknioyeHue

JJaHHBIN KIMHMYECKUI IpuMep Jie-
MOHCTPUPYET Lieeco06pasHoCTb
VHAMBU/IYaZAbHOTO IOAXOMA K Be-
JEHMIO TTAllVIEHTOB C HapYUIEHUAMU
MUIUAHOTO 06MeHa, a TaK)Ke HeoO-
XOJMMOCTD MCIIO/Ib30BaHUSA COBpe-
MEHHBIX JMarHOCTUYECKUX METOJIOB.
IIpu pucnunupeMun y mnanueH-
TOB IIOBBIIIAETCA PUCK Pa3BUTUA
HAJKBII, maTtomorum cocynos, aTe-
POCK/IEpOTUYECKUX WM3MEHEHUI.
VIMeHHO O3TOMY NIpM HApYyIIEHUAX
MUNUAHOTO MeTabonmsMa y feTeit
HEOOXOIMM KOMIUIEKCHDI TepareB-
TUYECKUI IIO/IXOJl Bpayell pasHbIX
CrenyanbHOCTeN.

IIpy HanM4YMM NPU3HAKOB TelaToOMe-
rajiny, CUHAPOMA LUTOIN3A U JUCTIN-
NUJEMUN Pa3/IMYHON CTeNleHN BbIpa-
JKeHHOCTY TNallYieHTaM CJefyeT Mpo-
BOJUTDH JMATHOCTUKY aKTUBHOCTU
JIM30COMHOVI KUCJION NUIA3bl B IIAT-
Hax kpoBu jna uckmodennsa [1JIKJI,
OIIACHOTO TSIXKE/IBIMY MOPAYKEHUAMU
TIeYeHH, CeNIe3€HKY, COCYMIOB, a TAaKXKe
VHBaNUIM3aLMel M CHIDKEHMEM Ka-
4eCTBA XKU3HM IAllVIEHTOB.

! Scott S.A., Liu B., Nazarenko I. et al. Frequency of the cholesteryl ester storage disease common LIPA E8SJM mutation (c.894G>A) in various
racial and ethnic groups // Hepatology. 2013. Vol. 58. Ne 3. P. 958-965.

JddexTBHAA dapmakoTepanua. 16/2016



ANKN: YTPOXAKLEE XU3HU TEHETUYECKOE 3ABOJIEBAHUE
CNPOrPECCUPYIOLLINM NMOPAMKEHWUEM BHYTPEHHUX OPTAHOB, BKJTHO4A4
NMEYEHD, CENE3EHKY, KNWIEYHUK, COCYAbI U AP., NTPUBOALLEE

K NMPEXXAEBPEMEHHOW CMEPTH'

NPOITPECCUPYIOLLLEE 3ABOJIEBAHUE NEYEHI?
NOAYMAUTE 0 AEOULLUTE TU30COMHOM
KUCOW IUNA3BI (ANTKN).

INKN TPEBYET NPOBEAEHUA PAHHEA AUATHOCTUKM
WAKTUBHOTO MOHUTOPWHTIA B CBA3N C PASBUTUEM
TYBUTENbHbIX U HENPEACKA3YEMbIX NOCNEACTBUIA
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