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Pecpepar. B HacTosLLEee BpeMs pacnpOCTpaHEHHOCTb HEANKOTONMbHOM XMPOBOW GONE3HN NEYEHU Y)KE HOCUT XapaKTep
naHAeMuUn 1 3aHUMaeT TBepAble No3nLMKN B cnnucke Hanbornee pacnpocTpaHeHHbIX 3abonesaHuin neveHn. CepgeyHo-
cocyauctble 3aboneBaHus — 3TO MaBHas NPUYMHA CMEPTU NALMEHTOB C HEANKOrONbHOW XMPOBON BOMNE3HbLIO NeYeHN.
Lenb — npeactaBuTb knaccudmkaumio gUCIMnMaeMmnin, paccMOTPETb NaToreHe3 HearnkoronbHON XMpPoBOW 6ornesHu
neyeHun, porb ANCIIUNMAEMUN B PA3BUTMM HEaNKOrorbHOM XNPOBOKN 60ne3Hn neveHmn, CBa3b HeankororbHOM XNpPoBOK
©onesHn neyeHn ¢ gUCNUNMAeMUEn, aTepocknepo3oM, CepaevHO-COCyaAnCTbIMY 3aboneBannamu. Mamepuan u me-
mo0sl. MpyBeaeH KNMHUYECKUIA cyyvai nauueHTa ¢ aucnunuaemuen lla tuna. Pesynbsmamsbl u ux o6cyxdeHue.
[MpeacTaBneHHbIN KNMHUYECKUIA CryYal 4EMOHCTPUPYET NpUMepP ceMeliHon runepnunuaemum lla Tuna, ckopee Bcero,
06ycrnoBneHHoOM HebrnaronpusiTHbIMK bakTopamMu BO BHYTPUYTPOOHOM Nepuoae, YTO NO3BOMSeT peKoMeHaoBaTb 00-
crieqoBaHue getei B 6onee paHHeEM Bo3pacTe Npu U3MEHEHUSIX B BMOXMMUYECKOM aHanunae Kposu. Bbieodsl. B cooT-
BETCTBMU C COBPEMEHHBIMUN NPEACTaBNEHNSMM 3TO HapyLLeHne nunugHoro oémena (MMM Ila Tuna) o6bI4HO BO3HMKaET
BCIIECTBNE MOHOIEHHbIX ayTOCOMHO-AOMMUHAHTHbIX MyTaLWiA B OQHOM U3 TPEX reHOB. OTO €QMHCTBEHHbIA TUM, Npu
KOTOPOM He HabntogaeTcst yBenMyeHus TpUrmuLepmaoB B niasmMe.

Knroyeenle croea: HeankoronbHas 6one3Hb NevYeHn, HeankaronbHas Xxuposas 00MnesHb, rnepnunuaemMusi, atepo-
reHHasi AMCNNUAEMUS], aTEPOCKNEPO3, CePAEYHO-COCYaANCTbIE 3aboneBaHus.
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Abstract. Currently, the prevalence of non-alcoholic fatty liver disease is already a pandemic and occupies a solid
position in the list of the most common liver diseases. Cardiovascular disease is the leading cause of death in patients
with non-alcoholic fatty liver disease. Aim. The article deals with the metabolism of lipids in the liver, the classification
of dyslipidemias, the pathogenesis of non-alcoholic fatty liver disease, the role of dyslipidemia in the development of
non-alcoholic fatty liver disease, the relationship of non-alcoholic fatty liver disease with dyslipidemia, atherosclerosis,
cardiovascular diseases. Material and methods. A clinical case of a patient with type lla dyslipidemia is presented.
Results and its discussion. The presented clinical case demonstrates an example of familial type lla hyperlipidemia,
most likely caused by unfavorable factors in the prenatal period, which makes it possible to recommend examination of
children at an earlier age with changes in the biochemical blood test. Conclusion. In accordance with modern concepts,
this disorder of lipid metabolism (type lla HLP) usually occurs due to monogenic autosomal dominant mutations in one
of three genes. This is the only type in which there is no increase in plasma triglycerides.
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OBOpPS CErOAHSA O HearnKoroflbHON >XMPOBOW

6onesHn nevenn (HAXKBI) — gucnunugemumu,
ABMSIOLLENCS BO3MOXHOW MPUYMHON GonesHu neve-
HW, XOYeTCH cKasaTb, YTO Takoe, Ha NepBbl B3rMsa,
6e3obuaHoe 3aboneBaHue, kak HAXKBI, cTtano He
TONbKO MpeporaTvBOW NeYeHnst racTposHTEPOIOros,
HO U AABNSETCS NPeporaTnBom NeYeHns y TepanesToB U
kapguonoros. EcTecTBeHHOE TeYeHMEe HearnkoronbHowm
XMpoBoW GonesHn nevyeHy nogpasymeBaeT creayto-
Lwme nocnegoBaTenbHble CTagun: CTeaTo3 neveHu (B
OOoMbLUMHCTBE Cry4YaeB MMeET cTaburnbHoe TeyeHue);
HearnkoronbHbIn cteatorenatnt (HACI), B 65—-75% B03-
MOXHO cTabunbHoe TeveHune. B 25-35% cnyyaes HACT
nepexoauT B hnbpo3 neveHun, LMppo3 nevyeHun pas3su-
Baetcs B 9-20%, B 10% B TeyeHune 7 net nepexoguT B
KOHEYHYI0 CTaui0 — renaToLensiionspHyo KapumHomy
(FLIK). Ho 6onblumHcTBo naumeHToB ¢ HAXKB ymupatot
He oT LK 1 umMppo3a neveHun, a ot MHCynsTa n MHapk-
Ta Muokapga. OTo AoKasaHo B 6OMbLUOM KONMYecTBe
nccneposaHum [1].

CeppaeyHo-cocyauncTble 3abonesanusa (CC3) — aTo
rnmaBHas NIpuynHa CMepTU NaLUeHTOB C HearnKoronsHowm
XupoBow 6ornesHblo nedeHun. XKup B neveHn cBa3aH
KaK C TaK Ha3blBaeMbIMW TPAAULIMOHHBIMY hakTopamm
puycka pasBUTUSA CepaeYHO-COCYAUCTbIX OCIOXHEHWUN,
TaK 1 C TaKk Ha3blBaeMbIMU CyppOraTHbIMU «3ameLLato-
LMW MapKkepamu, TakKMmMmn Kak UsMeHeHne TOMNLWMHbI
KOMNnekca uHTuMa-meaua, dHgoTenvansHas AuceyHk-
LMs, yBENUYEeHve TOMNLWMHbI NepuKapanansbHOro Xxupa,
yBenuyeHne pucka no pasHbiM Lwkanam [2].

Cesasb HAXKB n CC3 oTmeuyeHa B KpynHbIX Npo-
CMEKTUBHbIX N PETPOCMEKTUBHBLIX UCCNEAOBaHUSX U
noATBepXAeHa MeTaaHannsamu:

1. DIREGL 01903 (16 ropogos, 6 permoHos Poccun,
2007-2008), 30 787 yenosek B Bo3pacTte oT 18 go
80 net (13 209 My>u4nH, 17 578 XeHLUUH). YCTaHOBNEHO,
yTO Hamnboree pacnpocTpaHeHHbIMU haKkTopamm pUcka
B nonynsumm HAXB asnstoTca aptepuansHas runep-
TEH3us, oUucnunuaemMms, abooMuHanbHoOe OXUpPeEHHUe.
HAXB n HACI 3HauMTenbHO yBenu4uMBaloT Kapamo-
COCYAMUCTbIN PUCK.

2. MeTtaaHanus 27 nepekpecTHbIX UcCrneaoBaHni
BHE 3aBMCMMOCTM OT Knaccuyeckux npeamkropos CC3
n metabonuyecknum cuHgpomom (MC). YctaHoBneHa
cesaAsb mexay HACI n mapkepamu cyOKIMHUYECKOro
TEeYEeHMs aTepockrneposa: yBenmyeHne TOmnLMHbI KOM-
nnekca MHTUMa-meama CoHHbIX apTepui (16 nccnego-
BaHWI); NOBbILLEHHAS KanbLudukaums KOpoHapHbIX ap-
Tepun (7 nccnegoBaHunin); HapyLleHve Ba3oamnaraunm
(3HpoTenunanbHas AncyHKUnA — 7 uccneaoBaHun);
YMEHbLUEHNe 3MacTUYHOCTM apTepuin (6 uccnegosa-
Hun, 2013).

3. MetaaHanu3 16 obcepBaLMOHHbLIX NpOCMek-
TUBHbIX U PETPOCNEKTUBHbIX UccnegosaHun ¢ 34 043
B3pocnbiMy ydacTHukamu (36,3% ¢ HAXBI) n npu-
MepHo ¢ 2600 cepaevHo-coCcyguCTbIMU UCXogamMmu
(> 70% cepaevHo-cocyguCTbIX CMepTen) 3a nepuog
c meagmaHoun 6,9 roga. Maumentsbl ¢ HAXKBI nmenu
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Donee BbICOKUIA PUCK NETANbHbIX U/UMN HENEeTanbHbIX
CepaevHO-CoCcyanCTbIX COBbITUI, YeM y4acTHUKM Ge3
HAXBI [oTHoweHue waHcos (OLL) B mogenu cnyyvan-
HbiX addpekToB — 1,64; 95% ooBepuTeEnbHbIN MHTEPBan
(95% ON) —1,26-2,13]. Y naumeHTOB C bonee Tskenow
HAXBIT puck netanbHbIX YU HeNeTanbHbIX CEpAEYHO-
cocyaucTbIX cobbITui Obin Bhiwe (OLU 2,58; 95% AU
1,78-3,75) [3].

B HacTosiee Bpems pacnpoctpaHeHHocTb HAXKBI
YK€ HOCUT XapakTep NaH4eMuM 1 3aHMMaeT TBepable
no3uumm B cnucke Hambonee pacnpocTpaHeHHbIX 3a-
©oneBaHuUn Nne4eHun. Tak, CornacHo KpynHOMy nUccrneno-
BaHuto, npoBegeHHoMy B CLUA, HAXKBI HaxoguTca Ha
NnepBOM MeCTe B CTPYKTYpE XPOHUYECKNX 3abonesaHunin
neyeHn cpeamn eBponeongHoOn pacbl U Ha BTOPOM —
cpenmn 3TUOMOrMYEeCcKUX NPUYMH LMppo3a neveHn. He-
ankoronbHbIn cteatorenatut (HACI) BcTpevaetca y
12,2% (y 29,9% ¢ HAKB) nauneHToB. BesycnosHo, 4To
NPUYMHON SIBNSIETCA HEYKITOHHbIA POCT 3aboneBaemo-
CTM TaKMMM HO305TOTUSAMU, Kak caxapHbIin auabeT, meTta-
OONNYECKUIN CUHOPOM, OXUPEHUE, KOTOPbIE SIBMAKOTCS
npegukropamv HAXKBI. Ho HecmoTps Ha To 4To HAXKB
ABMNSIETCHA CNEeACTBMEM OXUPEHWSI U pacCMaTpmuBaeTCs
B pamkax MeTabonmyeckoro cuHapoma, 3HaunTenbHoe
4YMCMO NaLUMEHTOB He CTpagatoT 3TUM META0ONNYECKUM
3abonesaHnem. CornacHo nocnegHeMy MeTaaHanmay
Y. Shi et al. (2019), HAXXB gnarHocTtupyeTca 1 y nauu-
eHToB 6e3 oxupeHus B 15,7% cnydyaes [4].

[aHHoe 3aboneBaHne BCTPEYAETCS KaK Y B3POCTIbIX,
Tak Uy AeTEN U HE MMEET CYLLECTBEHHbIX reHOEPHbIX
pasnuunin. Mlmnepnunugemms Bcerga accouumpoBaHa ¢
HAXKBI1 (cornacHo meTaaHanuay Z.M. Younossi et al.,
2016, gucnunugemns Bctpeyaetcs y 69,16% naumen-
ToB ¢ HAXKBIT) [4].

[Me4yeHb — NCTOYHMK OYE€Hb MHOTUX NMNUAoB. MHoO-
rMe npouecchl, KOTOpble MOBUHHbLI B aTeporeHese,
NPOnCXoasT B nedeHn. Bce HaumMHaeTcs ¢ TpaHcnopTa
3K30reHHbIX NMMNUAOB (TPUIMULEPUOOB, XONECTEPUHA).
lMepeBaprBaHMe XMPOB NPOUCXOAUT B OCHOBHOM B
TOHKOM KMLLIEYHMKE (3MYNbrMpoBaHune, rmaposnns 1 Bca-
cbiBaHue). Jlunuapl — 3T0 MOMEKYIbl XXMPOB, KOTOPbIE
pacTBOPAKTCA B HEMONAPU3OBAHHbLIX OPraHn4ecKnx
pacTBOpUTENSIX 1 HEPAcTBOPMMbI B Boge. Y yenoBeka
OHM NpeacTaBnaAT cobor rpynny pasHOPOAHbLIX MO
CTPYKTYpe Morekyn, KoTopble obecneunBatoT aHepre-
TUYECKME 3anachkl OpraHn3ma, akTUBMpPYT PEPMEHTDI,
abcopbupytoT Opyrve NULLEBLIE XUPbI U Y4acTBYHOT B
MeTabonmame XnpopacTBOPMMbIX BUTAMUHOB. Xore-
cTepuH (XC) — BTOPMYHbIN OGHOATOMHbIV LIMKIUYECKNIA
cnupt. Bonblwas yacTtb xonectepuHa obpasyeTtcs
9HAoreHHo. OCHOBHbIM MecToM BrnocuHTesa XC saBns-
eTce neyeHb. CMHTE3 ocyLlecTBnsAeTcsa U3 aueTnn-KoA
Yepes MeBAITOHOBYHO KACMNOTY, CKBaneH 1 TaHOCTEPVIH.
CuHTe3 XC B ne4eHn TOpMO3UTCSA MOCTYMNeHNeM nu-
wesoro XC nocpencTtBoM MexaHnaMa 06paTHOW CBA3MW.
YBenuyeHHoe cogepxanne XC B nuule y 300poBbIX
nuy BeOeT K YMEHbLUEHMIO ero CMHTe3a. XonecTtepuH
Ham Heobxo4 MM, OH BbIMOSHSIET HAPAAY C KHEXOPOLLEN
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dyHKUMEN» HE3AMEHUMYIO, ABMAACH NPEALLECTBEHHN-
KOM Lienoro psiga G1Monormveckn akTMBHbIX coeanHe-
HUN: KOPTUKOCTEPOUAOB, KEMYHbIX KUCMOT, NOMOBbIX
rOpMOHOB, BUTaMuHoB rpynnbl D 1 ap. OH BblgenseTcs
13 opraHn3Ma HemnocpeacTBEHHO B XeMN4b, XenyHble
KMCIOTbI BbIBOOATCS Yepe3 KuweyHuK. Pocchonnnuabl
(1) — aTo NUNMABI, KOTOPblE CUHTE3MPYIOTCA BO BCEX
KNeTKax MAekonuTatoLLmMX 1 SBSOTCA BaXKHENLLUMMN CO-
CTaBMSAOLLMMM KIETOYHOM Mia3maTnyecko MemopaHsbl
N Opyrmx MemMbpaH BHYTPUKIETOYHbIX opraHens. PJl
perynupyoT pacTBOPUMOCTb XONnecTeprHa 1 BcacblBa-
HUe NULLEBBIX XMPOB B CTEHKY KULIKW. Tpurnuuepuabl
(TI") npeacTaBnsAoT cobor CNOXHbIE 3MPbI TPEXATOM-
HOrO CnMpTa rMuUeprHa U BbICLUMX XUPHbBIX KUCHOT,
NPenMyLLeCTBEHHO NanbMUTUHOBOW, CTEAPMHOBOW U
ONenHoBON. QHAOreHHbIn cnHTe3 Tl ocylwecTBnsieTcs
B neyeHu u3 yrnesogos. ObpasoBaBLUMECs B NevYeHn
13 yrnesogoB T[T nocTynatT B KPOBb B COCTaBe npe-
B-JTN (NMOHTIT). TI umetoT BaKHOE 3HepreTuyeckoe
3HayeHne. OHM 9BNSAITCHA PacTBOPUTENAMN BUTAMUHOB
A, D, E n K. C Tpurnuuepugamm B opraHnsm BBOAAT-
C HEKOTOpble He3aMeHWMble MOfIMHEeHAacCbIWEeHHbIe
KUCIOTbI (NTMHONEBAs, NMHOMNEHOBAs, apaxnaoHoBas,
oneuHoBas) [5].

B cbiBOpOTKE KPOBYU YenoBeka MMeKTCH crneayoLime
knaccel nunonpotengos (JI): xunomukpoHbl (XM),
camble BoraTble TpUrnMuepmgamm 4yactuupbl, obpasyro-
LLMecs B 3HTepoLMTax KMLeYHrKa B npoLecce Bcachbl-
BaHusA ak3oreHHbIx TI n XC, npe-B-J1M1, unun JINMOHTT, no
cpaBHeHuto ¢ XM cogep)kaTt 6onee BbICOKUIA NPOLEHT
6enka, obpasylTca B NeYeHn U ABNSAIOTCS MaBHON
TpaHCNOPTHOM POPMOW 3HOOreHHbIX TI, nunonpore-
nabl HU3Kkon nnotHoctu (JIMHIT), wnn B-JI1, 6onee
romoreHHbl, Yem JINMOHTI. B coctase JIMHI rnaBHbIM
KOMMOHEHTOM SIBMSIETCA XONEecTepuH, NO3TOMy 3TOT
knacc JIIN sBnseTca rmaBHOW TpaHCNOPTHOW hopmon
XC B opraHu3me 4enoBeka. Jlunonpotenabl BbICOKON
nnotHocTtu (NIMNBIM), nnu a-JlM, — camble Menkue u
camble nnoTHble 13 JM-nna3mel, 6oratel 6enkom (4o
50%) n docdonunuagamm (30%). MBI obpasytotca
B MEeYeHU, SHTepoumTax KuevyHnKa U 4acTU4YHO B
kanunnapHom pycne. Pacnag JIMBIM nponcxognt mc-
KIounTENbHO B nedeHn. Kpome nepeuvcrieHHbix J1M1
NPV HapYLLEHMSAX NUNAHOrO 0OMEHa B KPOBM YeNoBeka
MOryT OBHapyXn1BaTbCA HEOObIYHbIE «MATONOrM4YecKme»
JM, B 4acTHOCTK, Tak HasblBaemble PnoTupyoLine,

unu wmpokononocHsle B-J11, unu «pemHaHTHbie» JI1,
KoTopble copepxat XC B 6OMbLIOM KONM4ecTBe.

B coctase J1M kpoBK BbISiBIIEHbI 9 MHONBMAYAITbHbLIX
6enkoB-anonpoTtenHoB: anoA-I, anoA-Il, anoB, anoC-l,
anoC-Il, anoC-lll, anoD, anoE, anoF. Cuntaetcs, 4To
HEeKOTOpble anonmMnonpOTENHbI SABMAKTCS BaXKHbIMU
BTOPUYHBbIMU MHOMKATOPaMK AUCITUNINLEMUYECKUX
HapyLUEeHUIN, aTepoCKnepo3a U Cepae"HO-COCYaNCTbIX
3abonesaHun.

Mnepnunuaemns (rMnepnunonpoTenHeMuns, ouc-
nunuaeMnsl) — aHoMasnbHO MOBLILWEHHLIA YPOBEHb
nuNnEoB WU/vnn NUNOMNPOTENMHOB B KPOBWU YenoBeKa.
HapyleHrne obmeHa NnMnMgoB BCTpevaeTcst 4OBOSbHO
Yacto B obuien nonynauuu. Mvnepnunuaemus sBns-
eTCs BaXHbIM (DAKTOPOM puUCKa pa3BUTUS CepLevHO-
COCYANCTbIX 3aboneBaHnii B CBA3M CO 3HAYUTENbHBLIM
BNMsTHUEM XOfeCTEPMHA Ha pa3BUTME aTepOCKIiepo3a.
Kpome TOro, HekoTopble rmnepnunuaeMmnn BAMSHOT Ha
pas3BuUTME OCTPOro NaHkpeaTuTa. Aucnmnuaemms uMeeT
MHOro(hakTOpPHY 3TMOMOIMIO, XapakTepuayercsa Ha-
pyLueHnem meTabonmama, TpaHcrnopTa u/vnu Hakonne-
Husa nunuaoB. Knaccudpumkaums aucnunuaemmnin osina
paspabotaHa [JoHanbgom PpenprikcoHom B 1965 1.
OCHOBaHa Ha M3MeHeHuM Npodung NMNonpPoTENHOB
nnasmbl Npu nx anekTpodopeTUHECKOM pasneneHnm,
unu ynetpaueHTpudyrmposaHmm. OHa npuHsTa Bce-
MUWUPHOW OpraHu3aumen 30paBoOXpaHEHNst B Ka4ecTBe
MeXOyHapo4HOW CTaHAAPTHOW HOMEHKNaTypbl rmnep-
nunugemuii (mabn. 1, 2 ) [6].

Kak e passuBaetca HAXKE Ha doHe gucnnnuge-
MUK1? B 300pOBOI NEYEHN CoaepPKaHMe Xumpa He NpeBbI-
waet 1,5% ee macchl, 1 xu1p He obHapyXXunBaeTcs npu
rMCTONOrM4eckoM nccregoBaHun. Menkue kannm xmpa
B rernatouMTax HauyMHalT BbISBNATLCA NPU CBETOBON
MUWKPOCKOMNWW, KOrAa KONMYECTBO XX1pa yBenMynBaeTcs
00 2—-5%, 370 COCTOSHME pacLEHMBAIOT KaK XMPOBYHO
JereHepaumnio NevyeHn, KOTOpyr paccMaTpuBaloT Kak
afanTUBHbIN MexaHW3M OopraHu3Ma B OTBET Ha W3-
6bITOK cBOGOAHbLIX XMUPHbIX KMcnoT (CXKK) B TkaHu
neyeHn. XXnpHble KMCOTbl NOCTYNalT B renaTounT 13
HECKOSbKMX UCTOYHUKOB. V13 NULLEBOrO XKMpa, a Takke
B pesynbrate nMnonunsa XnpoBoWn TKaHW B NeYeHb J0-
CTaBNATCA KOPOTKO- U CPeAHEeLEenoYeyHble XMUpHble
KUCIOTbI, KOTOPbIE HAXOAATCHA B CBA3aHHOM COCTOSHMM
C anbbymMnHamu, a AMHHOLENOYEeYHbIE XUPHbIE KUCIO-
Thl MOCTYNAlOT B COCTaBe XUIOMUKPOHOB. ['enatouunTbl

Ta6nuya 1

Knaccudmkauua gucnunungemum (BO3/Frederickson)

Mnepnunugemus CHUHOHVMBI STmonorus BbisBnsiemoe HapyLieHue
Tun | MepsuyHas MMM, MoHmxeHHasa nunonpoTemHnunasa (NIJ1) [NoBbILLEHE XUNOMUKPOHOB
HacneacTeeHHas unu HapyweHue aktusatopa JIMJ1-anoC-lI
rMNepPXMNoOMUKPOHEMUSI
Tun lla MNonurennas MM, HepoctatovHocTb JTTNHIM-peuenTtopa MosbiweHwne JINHI
HacneacTBeHHas X
Tun lIb Kom6uHuposaHHas 1M1 CHwmxenue JTNHM-peuentopa Mosbiwenwne JTMHM, NINOH
1 MOBbILLEHHBIN anoB N TPUIMMLEPULOB
Tun I HacnencTtBeHHas HedekT anoE (romo3urotsl anokE 2/2) MosbiweHwne NN
nucbeta-J
Tun IV OHporeHHas TN YcuneHHoe obpasosarue JINTIOH Mosbiwenne JINOHIM
1 UX 3aMeAJIEHHbIV pacnag
Tun V HacnencrteeHHas YcuneHHoe obpasosanue JITTIOHI MoBbiweHwne JINMOHIM,
rmnepTpurnuuepuaemMusi 1 MOHWXEHHas NMNonpoTenHIMnasa XWUITOMUKPOHOB
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TaKKe CaMOCTOATENbHO CUHTE3UPYIOT XXUPHbIE KUCAOThI
M3 aueTurkoaH3uma A, ocobeHHO npu M30bITKe MOo-
cnegHero. B ycnosuax ysenuyeHHoro nputoka CXK
B renatouuTax Bo3pacTaeT posfb [-NepoKCMCOMHOro
1 Q-MUKPOCOManbHOrO OKUCIIEHWUS, NMpOTEeKalrLWmx ¢
yyactnem CYP2E1 n CYP4A, 4yto npuBOaUT K ycune-
HWIO npoLueccoB cBo6OAHOPaAMKaNbHOMO OKUCIEHUS
C HaKoMnmeHneM NpoayKkToB NEPOKCUOHOIO OKUCIEHUS
nunuaos (MOJT), 4To B KOHEYHOM CHeTEe UHULMMPYET
pasBuTUE OKMCnuTEnbHoro ctpecca. MOJ1 npuBoauT K
HapyLUEeHWUto LLenoCTHOCTM MeMBpaH renaTounToB 1 UX
nocneaytoLien rudenw.

K Tokcnyeckum metabonurtam, obpasyowmmcs B
npouecce NOJI, oTHOCATCS AMEHOBbIE KOHBIOraThl,
KOTOpble OKa3blBalOT AeTEPreHTHbIN addEeKT Ha BHYT-
pUKNEeTOYHble 6enkun, hepMeHTbl, NMNOMNPOTENHBI,
HyKrneunHoBble kncnotbl. Kpome Toro, CXKK moryT camu
oKasblBaTb MpsIMOEe NUMOTOKCUYECKOE AeNCTBME Ha
renaTtounTbl B YCIOBUAX HEAOCTaTOMHOCTU NPOTEK-
TMBHbIX ME€XaHu3mMoB. Bce 37O nMpmBOAUT K HEKPO3Y
(anonTo3y) renatounToB. ANONTO3HbIE renaTouunThbl
3axBaTblBaAKOTCA 3Be3g4aTbiMu KrneTkamu Ito, npusoas
nocrnegHune K ux akTMeaumu, a Takke KyndepoBCKUMN
KneTkamu, KoTopble BblAENsoT psg npoBocnanutenb-
HbIX ¥ NPOANONTO3HbIX LIUTOKUHOB. LINTOKMHbI Kynde-
POBCKMX KNETOK BbI3blBAOT aKkTUBALMIO 3Be3a4aThbiX
KNeTok 1 nocriegylolmi anonTo3. AKTUBMPOBaHHbIE
3BeaYaTble KMETKM UrpatoT KIoYeByo porb B dop-
MWPOBaHMN nNepucuHycongansHoro cpunbposa (B Hop-
MarbHbIX YCIOBMWSX B KNETKE COXPAHSAETCS paBHOBECKE
Mexay ypoBHeM cBO6OAHOpPaAMKanbHOrO OKUCIEHUS
N aKTMBHOCTbIO aHTUMOKCUMAAHTHbLIX cucTem). Bce atn
npoueccol onocpeaytoT dopmuposanne HACT, a npu
ANUTENbHOM NEPCUCTMPOBAHMU NpoLecca — nocneay-
toLLlee nporpeccrpoBaHne 3abonesaHns ¢ pasBuTMeM
LMppo3a neveHun. lNMartomopdonornyeckme nameHeHus
Ha HavanbHbIX aTanax HAXB npegctaeneHbl MHTpa-
LUUTONNa3MaTU4eCKMM HakoneHneM TpUrnmuepraos B
BUAE MESKMX BaKyonew (IMnocom) — MenkokanesbHbIN
cTearto3. 3aTeM XMPOBble BKIHOYEHUSI NMOCTEMNEHHO
yBenuumearTca B pa3mepax (cpegHekanenbHbIN
cTearos), B NOoCrneayoLeM CrNBAKOTCA M 3anonHAT
BCIO LMTONNasMy renaTouMToB, CMeLLasa S4po Ha ne-
pudeputo KneTkun (kpynHokaneneHeln cteatos). HACT
MOPOSIOrMYeCckn NpPakTUYECKN He OTNINYMM OT asnkKo-
ronbHOro creatorenatuta. BocnanutenbHasa peakuus
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onpeaensieTcs MOHOHYKMeapHO-HENTPOMPUNbLHbBIMU
BHYTPVAONBbKOBLIMW MHUNBTPpaTaMy 1M nogpasge-
nseTca Ha MenKokanenbHbI CTeaTo3 UMW KUPOBYHO
[JereHepaumio, HEKPO3bl renaToumToB, BOCManmTenbHyo
NHpmneTpauuo n ordpos [5].

B HacTosiLLee BpeMs HEYKIIOHHO pacTeT KONM4ecTBO
nccnegosanun o6 accoumaumm HAXKB n cnHgpoma
n3bbITouHoro 6aktepuansHoro pocta (CUBP). Co-
rmacHo HegaBHeMy meTaaHanuay K. Wijarnpreecha
et al. (2019), kotopbIi 0606wWMnN pesyneratbl 10 Mc-
crnegoBaHWi, UMEEeTCa 3HaYnMmas accoumaumns mexay
HAXB n CUBP ¢ Ol 3,82 (95% OW: 1,93-7,59). OgnH
n3 npegnonaraeMblX MexaHUM3MOB 3TOW accouuauum
CBS3aH C MOBLILEHHON KULLIEYHOW MPOHULIAEMOCTbIO
KMLLEYHOW CTEHKW BCNEACTBUE HapyLUEeHUs MexXKre-
TOYHbIX NIIOTHLIX KOHTAKTOB M MOCNeayLWmMM Hapy-
LeHMeM MPOHMLLAeMOCTUN KuLleyHoro 6apbepa, 4YTo
NpVBOAMT K TpaHcnokaumm 6aktepuii u 3HO4OTOKCUHOB,
WHULMMPYS 9HOO0TOKCEeMUIO. [oBbILLEHHas LMpKynsaums
3HOOTOKCMHOB B MOPTanbHOM KPOBOTOKE MPUBOAUT K
akTuBauuu knetok Kyndepa nytem UHAYKLUN BHYTpU-
KneTouyHoro HykneapHoro daktopa (NF-kB) n cuHTesy
npoBocnanuTenbHbIX LUTOKUMHOB U XEMOTOKCUHOB
(TNF-q, IL-1B, UN-6, TGFB), sasnsatowmuxca cybeTpa-
TOM BOCManuTENbHOrO KOMMOHEHTa TpaHcdopmMaumu
ctearosa B HACI u unaykuum ombporeHesa. bonbLuoe
3HaveHve B npegpacnonoxeHHocTn k HAXKB otBoauTtes
reHeTU4YeCKUM 0COBEHHOCTAM. 3yueHmne reHeTu4ecKkmx
3aKOHOMEPHOCTEN BO3MOXHO MO3BONUT B ByayLlem
BbISIBNATb HA AOKMMHUYECKOM 3Tane rpynnbl pucka na-
umneHToB ¢ passutnem HAXKB 1 npoBoanTb NEPBUYHYHO
NPOUNIaKTUKY.

Oucnnnngemunn (OJ11) genaTtca Ha nepBUYHbIE U
BTOPUYHbIE (NpUOBpeTeHHbIe). uarHo3 nepBuYHOW
O ctaBuTCcA B Tex cnydvasix, Korga BblSBEHbl CTa-
OUnNbHbIE UBMEHEHMWS OOHOTO MUIM HECKOMbKMX NoKasa-
Tenen NMNUAHOro obmMeHa Npu OTCYTCTBUU KaknxX-nmbo
apyrux 3abonesaHuii. MNepsuyHble OJ1T1 xapakTepuay-
I0TCA cneunguyeckummn HapyLLeHUAMN HacneacTBeH-
HOW Npupodbl B nunuaHoMm obmeHe. O cemenHown OJI1
MOXHO rOBOPUTb TOrAa, Koraa aHanormyHble U3MeHeHUs
nMNUOoB KPOBU OOHapYXMBaKTCHA MO MEHbLUEN Mepe
y OBYyX POACTBEHHWMKOB npobaHga. B ocHoBe cemen-
Hbix OJ1I nexat HapylweHus metabonuama nunuaos,
OHaKo MPOSIBMASIOTCA OHW TOMNbKO MOA BIUSHUEM W3-
ObITOYHOrO M HENPAaBUIBLHOIO NUTAHWS, CTPECCOBbIX

KJIMHWYECKMIA CAYYAIR




hakTopos. K BpoxaeHHbIM ST oTHOCATCS HapyLLeHNst
nunugHoro obMeHa, KoTopble BbISIBNSATCS Y pebeHka
C NepBbIX MECSLIEB XN3HW, HO HE UMEIOT HacNeaCcTBEH-
HOrO UM CEMENHOro XapakTepa U obyCcrnoBneHbl He-
BGnaronpuaTHbIMK hakTopamm, BO3AENCTBOBABLUMMUN Ha
nno4 Bo BHYTPUyTpoOGHOM nepuoge. Bropuynasa OJ111
SBNSETCA CneacTBMem apyrux saboneeaHuii (naHkpe-
aTuT, renatuT, XONeuncTuT, rmnoTMpPeos, rMMKOreHos,
caxapHbin anabet n ap.). NprobpeTeHHble (BTOPUYHbIE)
[T pa3BmBatoTCA B pasHble Nepuonbl X13Hu [6].

71 | muna (2unepxunomukpoHemusi). [Npn CTogHUN
nNpo6upKK C Na3mMoin KPoBM Ha xonoae B TedeHne 24 Y
XUNOMUKPOHbI (XM) BCNibiBatOT HA MOBEPXHOCTL B BUAE
CNMBKOOBPA3HOrO Crosi, B TO BPEMS KakK HUKenexallas
nnasma ocTaeTcs Npo3payvyHon. ATOT TECT NPUMEHSAOT
ans ouddepeHumansHon guarHoctukm S 1-ro n 5-ro
TMnoB. CuntaeTtcs, YTo Y BOMbHLIX C OAHHBIM TUMOM
0NN HapyweH obmeH XM BcrnencTBue HegocTaTou-
HocTu nunonpoTtenHnunasbl (JIMJ1) nnn HapyweHune
aktmBartopa JIMJ1-anoC-2.

Hanbonee xapakTepHbIMU KITMHUYECKUMMN CUMII-
Tomamu nipu M | Tvna aBnatTca renatocnieHo-
Meranus, BHe3anHble MPUCTYNbl KULWEYHOW KOMUKM.
HacnenctBeHHas [T | Tuna BcTpeyaeTcsa KpariHe
penko n obHapyXmBaeTcs B paHHEM OETCKOM BO3pac-
Te. Kak BTOpuYHbIV NpusHak HabntogaeTcs y 60nbHbIX
C caxapHbIM gnabeToM, KpacHOM BONMYaHKOW, MHOrAa ¢
Hebpo30M, NaHKpPeaTUTOM, TMMOTUPEO30M, NMPU NpremMe
NPOTMBO3a4aTOYHbIX CPEACTB.

[JI1 Il muna. 3ToT TMN AenaT Ha ABa noaTtvna: lla
n lib. TNM lla (runep-B-JI) xapaktepnsyercs NoBbl-
weHnem koHueHTpaumm XC JIHIM n OXC, yposeHb TI
B npegenax Hopmbl. CbIBOpOTKa KpOBM Mocre gnu-
TENbHOIO CTOSIHUA B XONOOHOM MeCcTe OCTaeTcs npo-
3payHon. ITOT heHOTUN LOBOMbHO pacnpocTpaHeH B
nonynsiLuMm 1 TECHO CBSA3aH C pa3BUTMEM KOPOHAPHOIro
aTepockneposa (BblCOKkasi CTeNeHb aTepOreHHOCTH).
MaTtoduanonorus lla Tna 3akn4yaeTcsa B HAKOMMEHNN
B KpOBM NOCTPEMHaHTHbIX JIHI ¢ pa3snTrem BbipaykeH-
HOW runepxonectepuHemun. YposeHb JIMNBIT moxeT
ObITb 3HAYNTENBHO CHDKEH.

MpuBoanm knuHu4Yeckul cnay4al nauveHTa C
runepnunuaemuen lla Tmna, B pesynsrate KOTOPOW
passunack HAXKB B B1ge creatorenatuta.

MauuenT L., 1995 r.p., noctynun B KnuHuveckui
rocnutanb MB[] 16.01.1920 ¢ »xanobamu Ha TSXeCTb
B NpaBoM nogpebepbe HE3aBMCMMO OT NpUeMa MULLK
(nosiBNsieTcs pedko), KOTOPYK MaumeHT cBsA3biBan C
NCUXO3MOLMOHAlNbHBIM MepeHanpsiXXeHnem, obLyyro
cnabocTb, HEAOMOraHue, AUCNENCUYECKNE SIBNEHNS B
BMAe nogTallHMBaHMS.

B 3-neTHem Bo3pacTte npu obpalleHum K Bpady no
nosogy Gonew B XXMBOTE B KPOBW BbISIBIIEHA IMNEPXO0-
nectepuHemusi Ao 7,0 Mmonb/n, B GMOXMMUYECKOM
aHanumse CMHAPOM LMToNM3a (MoBbILLEeHNE Ldp TpaHC-
amuHa3s 6onee apyx N). C aToro Bo3pacTta Habnoganocb
CTOMKOE MOBbILLEHNE TpaHcamuHas (aByx N u Bbille),
ancnunugemus (noBbiweHne obLero xonectepuHa,
JINHI, cHwxeHne umddp JIMNBIT, npy HopmaribHbIX Mo-
kasatensax TI" n JINOHM). Mepunoguyeckn obpaiyancs
Mo MECTY XUTENbCTBA 3a MEAULNHCKOM NMOMOLLbIO C XKa-
nobamu Ha 60nK B XXMBOTE, AUCNENCUYECKUNE SIBIIEHUS.
Kypcamu npuHuman acceHumnanbHble doconmnuabl.
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HacneacTtBeHHOCTb: y Aeda no IMHUM MaTepy UeMmn-
Yyeckasi bonesHb cepaua, rmnepToHnyeckas 6onesHb, y
6abyLUKK1 NO NNMHMM OTUA Takke nwemMmnyeckast 6onesHb
cepgua, peematongHbin aptput. B Bospacte 10 nert
neuuncs B LIPB . BynHcka ¢ KInMHMYeCKUM OMarHo3oMm:
XpoHu4Yeckun xoneuuctoxonaHrmt. B 2009 r. (14 ner)
ans sepudvkaumm anardosa HanpasneH B [JPKB B oT-
OerneHve peBMaTonornu, Kyga noctynun ¢ xanobamm
Ha CHWXEHWEe TONepaHTHOCTU K OU3NYECKUM Harpys-
Kam, 9pMTEeMaTO3HYIO CbiMb Ha NiULE MO TUNY BOMYaHou-
HOW 3pUTEMBI, KOTOPAsi yCUNMBanach Nocne MHCONSALMM
1 nosieunack 3a 6 mec go rocnutanusaumu, 6onu B
XWBOTE Pas3NUTOro xapaktepa, MakcumarnbHO B anura-
cTparnbHoi obnacTtu, TSKeCTb B NpaBoM nogpebepbe.

Mpn obcnepoBaHMm B OMOXMMMYECKOM aHanuse
BbIsIBfieHa runepnunugemMusi (MakcMmanbHoO Lmdpbl
obwero xonectepuHa gocturanu 13,5 mmons/n, JITTHI
Bbiwe 4,0 mmons/n, JINBIM meHee 1,0 mmons/n, npu
HOopManbHbIX Ldpax Tpurnuuepuaos). B ctaunoHape
Obina npoBedeHa AvddpepeHLmansHas auarHocTmka
MeXay CUCTEMHOW KpacHOW BOMYaHKOW, ayTOUMMYHHbI-
MK 3200MeBaHUAMN NEYEHUN [TUTPbI aHTUHYKIEAPHbIX
antuten (ANA), aHTuTen k rmagkon myckynartype (AS-
MA) B npefenax HopMbl], cTeatorenatntom, 6onesHsMm
HakonneHus (6onesHb [oLwe, rM1koreHo3bl), 6one3Hb
BunbcoHa — KoHoBanoBa.

lMpoBeneHbl NMHCTPYMEHTanbHble 06CcneaoBaHus:
Y3W OBl (gnuddysHble M3aMeHeHnst nevyeHn no Tuny
YMEPEHHO BbIpa)XeHHOro creatosa), renaToCLUUHTU-
rpacus (anddy3Hoe nopaxeHue nevyeHn, NoBbileHe
HakonneHus PO, pacnpegeneHve KOHTpacTa paBHO-
MepHoe), Buoncus neyeHn (kmposasi gucTpocus 2-i
CTENeHn, yMepeHHO BblpaxkeHHoe Anddy3HOE MerKo-,
cpefHekanernbHoe, MPenMyLLEeCTBEHHO BHY TPUKIETOY-
Hoe oxupeHne. ®nbpos F1).

OrC: HeqoCTaTOMHOCTL KapananbHOro XXoma. 9po-
3um B nuwesoge. MactpogyoneHuT. KoHcynesTMpoBaH
reHeTMKoM (NpoBedeH reHETUYECKNIN CKPUHUHT 4151 Bbl-
SIBMEHMA XapakTepHOM MyTaumm). BeicTaBneH guarHos:
rmnepnunugemus lla Tuna. BeinucaH n3 craunoHapa
C KITMHUYECKUM OMarHo3oMm: cteatorenatuT ¢ CUHOPO-
MOM LMTONM3a Ha oHe runepnunugemun lla tuna. B
nocnegywLleM exeroqHo npoxogun obcnenoBaHue
N nevyeHne B racTpOIHTEPONOrMYEeCKOM OTAENEeHUN
OPKB. MNOoCTOSAHHO NpuHUMan renaTonpoTeKkTopbl
(npenapatbl YOXK, acceHumanbHble chocdonmnuibl),
CTaTUHbI MPUHUMAI KOPOTKUMU Kypcamun BBUOY CUHA-
poma uutonusa). C 2013 r. oTmMevaeT noBblLIEHNE
AL o 130/90 Mm pT.CT., rMNOTEH3UBHbIE NpenaparThbl
He npuHumaeT. B 2013 r. nepeBedeH BO B3pOCHyHO
ceTb. B anpene 2013 r. obcnenosarncs n nevuncs B
PKB. NMoeTopHO npoBeaeHa 6uoncust nedenn: MNMA-3.
F1. MNpenmylecTBeHHO MenkokanenbHasa Xuposasd
JereHepaums renatounToB. lNMoBpexaeHns XenyHbIX
NPOTOKOB HeT. 3akntoveHune: cteatorenatut. BoinucaH
C knuHuyeckum gmarHosom: HAXKBI. Cteatorenatut
C MMHMMarnbHOW aKTMBHOCTbI Ha (POHE HapyLUeHUsi
nunugHoro obmeHa (runepnunuaemus lla Tuna), ¢ nc-
xooom B nbpo3 neveHn. Opo3nBHbIN 33odaruT. [yo-
JeHoracTparnbHbIA XenyHbin pedontokc. B nocnegHee
BpemMsi 0cobOoro yxyALleHnsi CaModyBCTBUS HE OTMe-
yaer. lNMeprognyeckn 6ecnokonT YyBCTBO ANCKOMAopTa
B NpaBoM nogpebepbe.
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CocTositHme npu NOCTYNNEHUN: YOOBNETBOPUTESb-
HOe, TeNnoCroXXeHne HOPMOCTEHNYECKOrO Tuna, yaoB-
netrBopuTensHoro nutaHns (MM=22). KoxHble NoKpoBbI
N BUAWMbIE CNN3UCTbIE (PM3NONOTMYECKON OKPaCKM.
KpaeBas cybuktepuyHocTb cknep. Co CTOPOHbI KOCT-
HO-MbILLEYHOW cucTeMbl 6e3 BMOMMBIX MaTonornye-
CKUX M3MeHeHun. MNepudepnyeckme nMMAOyarnbl He
nanenupytoTcs. [bixaHne BE3UKYNsSpHOe, XpUNoB HET.
Yaa — 16 B MuH. [epkyTOpHO: 3BYK NeroYvHbIi. TOHbI
cepaua pUTMUYHbIE, JOCTaTOYHOM rpoMkocTn. YCC —
75 ya/muH. Al 120/80 mm pT.cT. 3a BpeMs HabnoaeHus
B cTaumoHape ALl B npegenax HopMbl. A3blk 06rnoxeH
0©enbiM HanNeToMm y KOpHsi, BNaxHbl. XKMBOT npaBuIib-
HOW ¢bopMbI, yHacCTBYET B akTe AblXxaHusl, 6one3HeH B
npaBoM nogpebepbe He3HauMTENbLHO. Paamepbl neyeHn
no Kypnosy 9x8x7 cm. CeneseHka He nanbnmpyeTcs.
CumnTtom lNacTtepHauKoro oTpuuaTtenbHbin ¢ 06enx
cTtopoH. CTyn He HapyweH. Mo4yeuncnyckaHue He Ha-
pyLUEHO.

MpoBeaeHHble NabopaTopHble Y UHCTPYMEHTarb-
Hble nccneposanus: MOA CINI, mapkepbl renatmuTos,
RW oTpuuarenbHbie.

O6wwun aHanms kposu: COI — 2 MM/4; NenkounTbl —
4,94x10%n; saputpoumntsl — 4,83%x10"%/n; reMornobuH —
176 r/n; TpomMBouunTbl — 204x10%n; nanoykosiaepHble
HenTpodunbl — 2, 303MHOUIbI — 2, CErMEHTOSIAEPHbIE
HenTpodunbl — 56, MoHOUUTBLI — 6, MMM OoUUTLI — 34.

Broxumuyecknin aHanma KpoBu: obLWun dunmpy-
OvH — 23-21 mkmonb/n; npamon GunupybuH — 5,0—
5,0 MKmonb/n; obwmin 6enok — 74—91 r/n; rnokosa —
5,6 mmonb/n; ANT — 93-89 E/n; ACT — 64-48 E/n;
Mo4eBMHa — 6,7 MMOIb/I; ocTaTouHbIN a3oT — 30 Mr/%;
KpeaTuHnH — 118 Mmonb/n; moveBas kucnora —
311 mkmonb/n; xonectepuH — 13,2-8, 6—7,0 mmonb/1;
JIMHM - 4,0-3,8 mmonb/n; Tl — 0,89 mmonb/n;
JINOHM - 1,18 mmonb/n; weno4yHaa docgarasa —
168 ME/n; ramma 'TM — 21-17 E/n.

Koarynnorpamma ot 17.01.20 r.: pubpuHoreH A —
1,8 r/n; pubpuHoreH B — otpuuatensHo; MNTU — 82%.

O6wun aHanna moun ot 17.01.20 r.: yaenbHbIn
Bec — 1024; pH — 5,0; 6enok, caxap — oTpuuaTenbHbIE;
NEeNKoLMTbl — eOUHUYHbIE B MNOMe 3pEeHUd; apuTpoLm-
Tbl — O B none 3peHus; anuTenun — eANHNYHbLIN B rnone
3peHust; Conu oTpuuaTenbHbIe.

OKT ot 16.01.20 r.: cuHycoBas Taxukapgusa ¢ HCC —
109 ya/muH. HopmMarnbHOe NomnoXeHue aneKkTpuyeckom
ocu cepaua.

OracC ot 01.2020 r.: naTonornuu He BbISIBIEHO.

Y3W OBI1 ot 15.01.20 r.: Y3-npusHaku yBenuyeHus
neyeHn (145x76 mMm), yMEPEHHOro cTeato3a rneveHu,
CNagk-CMHAPOM (KEeNYHbIN NMy3blpb — B3BECH, 0CAA0K).

MpoBeneHHoe nedveHune: cton Ne 5, BHYTpMBEHHO
rnoko3a 5%, ackopbuHoBas KUCnoTa, TMOKTOBasA KMCMOo-
Ta, pM3MonNornyecknin pactTBop, CaMmUrekc, MMKpasmm.

[T 1B muna: noBbiweHHoe coaepxanune B-J1IM,
mnu JIMHM, v npe-B-NM, nnn NMOHIM. Habniogaetcs
y 60MbHbIX C KOMBUHMpPOBaHHON cemenHon [T, CO
Il TMNa ¢ HedPPOTNYECKNM CUHAPOMOM.

[T 11 muna nposiBnsieTcs nosbiweHveM JMMN n, kak
cneacteue, XC n TI. 3To 4OBONBHO peaknn BUA Hapy-
LeHMs nunugHoro obmeHa. bonbHble ¢ JaHHBIM TUMOM
TN nMeroT BbICOKUI PUCK Pa3BUTUA aTEPOCKIepo3a.
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[T IV muna — runepnpe-6eta-nunonpotenae-
mMus. MNpeumyLLecTBEHHO pa3BMBaETCS BO B3POCIOM
COCTOSIHUM N NpencTaBnsieT pacnpoCTPaHEHHbIN TUM.
OcHoBHoe nameHeHne B JII KpoBW: NOBbIWEHHbIN
ypoBeHb npe-B-JI1 (JINOHIT) npn HopManbHOM unu
yMeHbLUeHHOM coaepxxaHun B-J11 (JIFTHI).

[TIV muna — runepxmnoMmkpoHeMns 1 runeprpe-
beta-nunonpotengemus. KnuHuyeckm nposiBnseTcs
TEMM Xe CUMNTOMaMu, Kak 1 npv | Tune runepnunuae-
MUK, 0COBEHHO Ha YOHe XMpPoBoW AMeTbI. MNpu aToMm
XapaKTepHO OXupeHue, anabeT, yacTo BCTpeyaeTca
npv 3noynoTpebrneHnn ankoronem.

Takum 06pasom, MOXHO cKkasaTb, YTO XupHas
neyerHb (HAXB), Takke kKak U gucnunugemus, — aTo
nyTb K atepockrieposdy. HAXKB n atepocknepotuieckun
npoLecc — 370 ABa BoCnanuTenbHbIX npouecca, ABe
pasHble Ho3orormyeckme hopMbl, HO OHU Pa3BMBaOTCSA
no Noxoxum mexaHnamam. HAXKB obnagaet mynstu-
TapreHTHbIMW pUckamMmn KOMOpPOUAHONM NaTonorun, Sensi-
ACb haKTOPOM pUCKa pasBUTUSA CEPAEHHO-COCYANCTbIX
3abonesaHui, Bknodast BC, nweMnyecknii MHCYne.T,
atepocknepos. Ocobas ponb B natoreHese HAXKB
NPUHaANEXUT OXXNPEHUIO, caxapHoMy anabety Il Tuna
N HapyLLEHUIO NIMNMAHOrO obMeHa.

MpencTaBneHHbIV KIMMHUYECKUIA CryYan JeMOHCTPU-
pyeT npumep cemenHon runepnuvnugemun lla tuna,
BO3MOXXHO BPOXOEHHOMN, CKopee Bcero, 06yCcnoBreHHoN
HebnaronpuATHbIMK (hakTopamMu BO BHYTPUYTPOOHOM
nepvoge, U No3BonsieT pekoMeHaoBaTk 06crnegoBaHme
netel B bonee paHHeM Bo3pacTe MNpu U3MEHEHMUSAX B
OnoxnummyeckoMm aHanuse kposu. B cooTBeTcTBUM C
COBPEMEHHbBIMU NPeacTaBneHns M1, 3TO HapyLleHue
nunugHoro obMeHa ob6bIMHO BO3HMKAET BCreAcTBUE
MOHOFEHHbIX ayTOCOMHO-AOMWHAHTHbBIX MyTauui B
OOHOM U3 TPEX rEeHOB.

YHMKanbHOCTb runepxonecrtepuHemun lla tnna
3aKnoYaeTcst B TOM, YTO Hambonee 4acTon NpUYNHON
atou 111 BbiBaeT MyTauusi B reHe peLentopa K nimno-
npotenHam Huskow nnotHoctu (LDLR). Bonee Toro,
3TO €AVMHCTBEHHbIV TWM, MPU KOTOPOM He HabntogaeTcs
yBenuyeHus Tpurnmuepraos B nnasme. Y 20% 6onbHbIX
¢ CI'XC myTaumm He BbISBISiETCS.

B paHHOM cnydae pebeHok Bnepsble ob6cneno-
Barncs B 3-neTHem BO3pacTe, HO He WCKIYaeTcs, YTo
N3MEHEHWS B NUNMNOHOM CrekTpe Oblnn yxxe paHbLue.
Ha ¢oHe Bbipa)eHHON rmnepnnugemMun pasBuscs
CTeaTo3 NevYeHn ¢ JarnbHeNLWnmM NCXOA0M B cTeaTore-
natuT. Y nauneHta UMeeTcsi BbICOKMN PUCK Pa3BUTUS
aTepockrneposa 1 cepaeqHo-cocyamncTbIX 3abonesaHnin,
nmeeTcs TeHAeHUMs K noBbiweHuo A,

MexagyHapoaHble ravinanHbl peKOMeHAYIOT TeCTH-
poBaTb BCEX AeTeln Ha NunuaHble HapyLweHus. Amepu-
KaHckasa akagemusa neguatpum (AAP) no npodwunak-
Tnyeckon megmumHckon nomowm (2016) pekomeHayet
NPOBOANTL CKPUHWHT NUMUAO0B Y AETEN B BO3pacTte oT 9
0o 11 net. No EBponenckum pekoMeHgaumsam Kaxabini
pebeHok OormkeH nporTn obcnegoBaHMe Ha xonec-
TEPWH BO BpEMS OCMOTPa B AOLLUKOSbHOE yUpeXxaeHue.
[etn ¢ cemenHbIM aHaMHE30M MO CepAeyYHO-COCYaun-
cTbiM 3aboneBanuam unu N y poacTBeHHUKOB 1-1
WINN 2-11 CTENEHWN AOMMKHbBI MPOXOANTb CKPUHMHT NMUNNO0B
Ha4yuHas ¢ 2 ner.
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ATeporeHHas gucnunugemus BbiABNSAeTCHa y
50-80% 6GonbHbix ¢ HAXXB 1 nmeeT noteHumManbHbIN
pUCK pa3BUTUS SHAOTENUANbHOW AUCHYHKUUN U pe-
HoBackynspHoro nospexaerHus. HAXKB, ocobeHHO
HACT, paccmarpumBaeTcs kak dhakTop runepkoarynsuum
n TpoMbodunun npn metTabonmyeckoM CUHAPOME.
YBennyeHne KOMMOHEHTOB PEHUH-aHIMOTEH3NHOBOW
CUCTEMbI, TaKMX Kak aHrmoteHauH Il npu HABX, mo-
ryt cnocobcTBoBaTh MOBPEXOEHMIO COCYAO0B 4Yepes
yBenu4yeHne OKMUCIUTENbHOrO CcTpecca U B nocneay-
toLLeM — BNOKMPOBAHMIO MyTEN Nepeaaqn UHCYIMHa U
NpOrpeccnpoBaHno aTepoCcKeposa.

lpo3payHocmb uccredoeaHusi. ViccredogaHue
He UMesio CrlIoHCOPCKOoU noddepxku. Aemopbl Hecym
MOJSIHYl0O omeemcmeeHHOCMb 3a npedocmasieHue
OKOHYamesibHOU 8epcuuU PyKOMucu 8 rne4yame.

Heknapauyusi o ¢puHaHco8bIX U Opya2ux e3aumMo-
omHouweHusix. Bce aemopbl npuHumanu y4acmue 8
paspabomke KoHuyenuuu, du3alHa uccriedosaHusi U 8
HarnucaHuu pykonucu. OKoHYameribHasi 8epcusi PyKornucu
6blna 00obpeHa ecemu agmopamu. A8mopk! He NosTyyYanu
20HOpap 3a uccredosaHue.
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