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AHHOTaIUA

Beenenmne. Jlucnunupemus — 3abosieBaHUe, XapaKTepH3ylolleecs HapylleHHeM oOMeHa JunonpotennoB. OcoOoi
(dopmoii qucnunuaeMui sBisieTcs ceMeiinas runepxoiectepunemus (CI'X). PacnpocrpanenHocts rereposurotnoit CI'X
(re CI'X) Boeicokass — B oOmiedt nomyisiiuu ot 1:200 mo 1:500 uvenorek. Lledb mcciaeqoBaHusi — MPOBECTU aHAIM3
pacrpocTpaHeHHOCTH TUIIepXoiecTepruHeMut y nereii r. Ekatepun0Oypra 3a 2022 — 2023 roga Ha npumepe JJIKB Ne 11,
BBISIBUTH NALIMEHTOB, moaxoasmux reCl'X 1 000cHOBaTh HEOOXOAMMOCTh IPOBEACHHUS OMOXUMUYECKOTO HCCIIeIOBaHHS
JIUTIUIHOTO cIieKTpa y neteit. MaTepuan u Mmetoabl. [IpoBeneH aHanu3 6a3bl JaHHBIX KIMHUYeCKOH TabopaTtopun ['AY3
CO JI'KB Nell r. ExarepurOypra 3a 2022 - 2023 1T, BKITIOYAIOIIWHA OIEHKY ITOKa3aTelleH JIMIMUTHOTO CIIeKTpa y JIeTeH,
nMetonux ypoBeHb OXC Beime 5,2 mMmonb/i. Pesyabtatbl. B 2022 romy cpeaw oOCIEIOBAaHHBIX IAIMEHTOB
noBBIIeHHBIA YpoBeHb OXC (Oomee 5,2 MMOJIB/) 3aperucTpupoBaH y 236, a B 2023 rony y 564 nereii. B coorBeTcTBHM
C JCTCKUMH JIHarHOCTUYCCKUMH KPHUTEPUSAMHU, B BbIOOpke 3a 2022 r. ObUTO BBIABICHO 92 peOCHKA C BEPOSTHOM
rerepo3urotHoii CI'X, B 2023 r. 160 uenosek. BeiBoasl. I1o pesynpratam ananusa nmunugHoro cnekrpa B JII'Kb Nell r.
ExarepunOypra 3a 2022-2023 ron BbisBieHo 252 pebenka ¢ BepositHoH reCI'X, m3 Hux 13 manmeHTam AMarHos
MOJTBEPKIECH METOJIOM CEKBEeHHpoBaHUs reHoma. C ydeTroM BbICOKOM pacnpoctpaneHHocTH reCl'X, HeoOxommmo
PYTUHHOE BHEApPEHHE B IEeIUATPHUUECKYI0 IPAKTUKYy CKPUHUHIOBBIX MPOTPaMM THATHOCTHKH, CO3AAHUE IETCKHUX
JUMHIO0TIOTMYECKHUX [IEHTPOB, TIOCPEICTBOM KOTOPBIX OyIeT OCYIIECTBIATHCS MOHUTOPHHT ALIMEHTOB C HAPYIICHUAMHU
JUMHUTHOTO OOMEeHa
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Abstract

Introduction. Dyslipidemia is a disease characterized by impaired lipoprotein metabolism. A special form of
dyslipidemia is family hypercholesterolemia (FHC). The prevalence of heterozygous FHC (he FHC) is high, ranging from
1:200 to 1:500 in the general population. The aim of the study is to analyze the prevalence of hypercholesterolemia in
children of Yekaterinburg city for 2022-2023 on the example of Children’s Hospital Ne 11, to identify patients suitable
for heFHC and to substantiate the necessity of biochemical study of the lipid spectrum in children. Material and
methods. We analyzed the database of the clinical laboratory of the Children’s Hospital Ne 11 of Yekaterinburg for 2022
- 2022., including the assessment of lipid spectrum parameters in children with total cholesterol level above 5.2 mmol/I.
Results. In 2022, among the examined patients, total cholesterol level elevated (more than 5.2 mmol/l) was registered in
236, and in 2023 in 564 children. According to pediatric diagnostic criteria, 92 children with probable heterozygous SHC
were identified in the sample for 2022 and in 2023. Conclusion. According to the results of lipid spectrum analysis in
Children’s Hospital Ne 11 in Yekaterinburg for 2022-2023, 252 children with probable heFHC were identified. In 2022-
2023, 252 children with probable heFHC were identified in Yekaterinburg, of whom 13 patients had their diagnosis
confirmed by genome sequencing. Taking into account the high prevalence of heFHC, it is necessary to routinely
introduce screening diagnostic programs into pediatric practice, to create pediatric lipidology centers, through which
patients with lipid metabolism disorders will be monitored.

Keywords: heterozygous family hypercholesterolemia, diagnosis, children.

BBEJIEHUE

3aboneBanus cepaeuHo-cocyauctoi cucrtemel (CCC), B cTpykType oOmieil cMepTHOCTH
OOJIBIIMHCTBA CTPaH MHpa 3aHUMAIOT JIMIUPYIOUIUME MO3UIMHM Ha MPOTsLKeHWH MHorux Jjer. [lo
nanaeIM  Pocctata 3a 2022 ron B Poccuiickoit ®enepanun (PD) ot OGonesHeit cuctemsl
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KpoBooOparieHus: ymepiao 831,6 TeIcsI4 4enoBek, uyTo cocTtaBisieT 566,8 Ha 100000 HaceneHus u
SIBJISIETCS] CAMBIM BBICOKMM TOKA3aTeJIeM CPeId MPUYUH CMEPTHOCTH [1].

OaHUM W3 TJaBHBIX MPEAUKTOPOB Pa3BUTHS CEPACUHO-COCYAUCTHIX 3aboneBanuii (CC3)
ABJIETCS aTEpOCKiIepo3. J{oyiroe BpeMsi CUuTalIoCh, YTO aTEPOCKIIEPO3 — XPOHUUECKOE 3a00JI€BaHUE,
MpHCylIee JIOASAM IMOXKUIOro Bo3pacta. OJHAKO POCT 4MCIa CEPAEYHO-COCYIAHUCTHIX KaTtacTpod
CpeIy MOJIOAOIO HAaceJleHUsl CBHUJETENbCTBYET O TOM, 4YTO aTE€POCKIEPOTUUYECKUI Ipolecc
HAaYMHAETCs B JETCKOM U MOJPOCTKOBOM BO3pacTe, U Pa3BUBACTCA HA NPOTSIKEHUU >KU3HU IOJ
BIIMSTHUEM KaK T€HEeTHUYECKUX, TaK U MOJUPHINUPYEMBIX (DAaKTOPOB PHCKA.

JucnunuaemMuss — 3TO HapylleHHe oOMeHa JUIONPOTEUIOB, MPOSBISAIONICECS BBICOKUM
ypoBHeM obmiero xosectepuna (OXC), nunomporennoB Hu3KoH tuiotHocty  (JIITHIT),
tpurimnepuoB (TI'), HU3KUM ypOBHEM JTUITONPOTEU0B BhICOKOH ToTHOCTH (JITIBIT), BRI3BaHHOE
TeHETHYECKUMU M Mo uImpyeMbIiMu hakropamu [2, 3].

KimHnueckass KapTMHa JUCIMIUIAEMUU CBS3aHA C YBEIMYEHUEM IPOJOJIKUTEIIBHOCTH
mupkyssinuy JITTHIT B kpoBOTOKE, MX OKHCIEHHEM, peBpalieHneM B Mo dumpoBannbie JITTHIT.
[locne 3axBara MakpodaramMu M psja H3MEHEHHM OHM TPOHHUKAIOT B CYOd’HIOTENHAIbHOE
IPOCTPAHCTBO  apTEPUAILHOW  CTEHKH, TIJl€é TPOMCXOAUT  WHUIMALUS  (OPMHPOBAHUS
aTepockiepoTuyeckoil Onsmku. KokHble MpOsSBICHUS XapaKTePU3YIOTCS MOSBICHHEM KCAHTOM —
otnoxxeHui Ha Koxe d¢upo XC JIITHII >xenTo-KOpHIHEBOTO, OPAHIKEBOTO WIJIM PO30BOTO IIBETA,
UMEIOIIUX pa3inunyio popmy [4].

Oco0Ooil ¢dopmoii nucaunuaeMuun sBisierca cemeiHas runepxoinecrepuHemus (CI'X),
Oo0yCIIOBJICHHAsT TEHETHYECKU JETePMUHHUPOBAHHBIMU HApPYIICHUSAMU JUIOUAHOTO oOMeHa,
HacJIelyeMbIMU IPEUMYILECTBEHHO I10 ayTOCOMHO-JOMHMHAHTHOMY TuUIly. PacmpocTpaHeHHOCTb
rerepo3urotHoii CI'X (reCI'X) B o0mielt momynsiuu o4eHb Bbicoka U konebiercs ot 1:200 go 1:500
yesoBeK. BMecTe ¢ TeM 4HCiI0 TMarHOCTUPOBAHHBIX CIydyaeB KpaiiHe Majlo B OOJIBIIMHCTBE CTpaH
mupa — MeHee 1%. I'ereposurotHas CI'X nonroe BpeMsi KIMHMYECKHM MOXET HPOTEKATh
0ECCUMIITOMHO, XOTS BBIPQ)KEHHBIC H3MEHEHUS B JIAOOPATOPHBIX MCCIICAOBAHUIX PETUCTPUPYIOTCS
yKe B JIeTCKOM Bo3pacTte [4, 5]. ['omo3urotHas opma siBasieTcst peAkuM, opaHHbIM 3a001eBaHUEM,
€€ BCTPEYaeMOCTh B OMYJIALMH cocTaBisieT 0koio 1:160000-300000 uenoBek, 0JHAKO MPOSIBIAECTCS
OHO 0o0JIee TSHKEIBIMA U PAHHUMH ITOCIICICTBUAMU [6].

C 1enpio AMarHOCTUKM HApyIIEHUH JUMHAHOTO OOMEHa BO MHOTMX CTpaHaX CYyIIECTBYIOT
cucteMbl ckpuHHMHra Ha CI'X, HaunMHas ¢ IeTCKOro BO3pacTa.

OnnopTyHUCTUYECKUI  CKPUHUHI  TNPEACTaBIsE€T COOOM  HECHCTEMaTH3MPOBAHHOE,
CIIOPaJUYECKOE OIpe/IesIeHe YPOBHS XOJeCTepUHA y NallMeHTOB, OOPAaTUBIIMXCS 32 MEIULIMHCKON
MTOMOIIIBIO TIO JIFOOBIM TPUUKMHAM, U CUYUTAETCs HauMeHee Y (HEKTUBHBIM.

TapreTHblli CKpUHMHT OCHOBAH Ha IOUCKe Jull, cTpajaromux CI'X, cpeau rpymni naiueHToB
C PaHHHUM Pa3BUTHEM aTEPOCKIEPOTHUECKOTO MOPAKEHUS COCYI0B, HAIPUMEP, B KapAUOIOTHUECKUX
WIM HEBPOJIOTMYECKUX CTallMOHapax. B menmarpuueckoil mpakTHKE NPUMEHHMa pPa3HOBUIHOCThb
TapreTHOr0 CKPWHUHTA, KOTOPBIA MpenosiaraeT o0CieI0BaHUE JETe C CeMEWHBIM aHaMHE30M,
otsarouieHHbIM 10 paHHUM CC3 1 (Wi1H) BEICOKOH 0011e# koHeHTpanuei ¢pakropos pucka CC3.

KackanHplil CKpUHUHT - BbIsiBIeHHE HOBBIX mnanueHToB ¢ CI'X cpeaum poaCcTBEHHUKOB
MH/IEKCHOTO TMAalleHTa — OOJIbBHOTO C YCTaHOBJIEHHBIM JAMarHo3oM. Ha ceroaHsamHuii aeHb
KAaCKa/IHbIil CKpUHUHT cuuTaeTcss Hanboisiee 3(pPEeKTUBHBIM U S3KOHOMUYECKH BBITOAHBIM CIIOCOOOM
BBISIBIIEHUS] HOBBIX narueHToB ¢ CI'X cpenu poJCTBEHHUKOB MHJIEKCHOTO MallMeHTa — OOJIBHOIO C
YCTaHOBJIEHHBIM JHMarHo3oM, u ycrnemHo npumensercs B CHIA, BenukoOputanuu, Mcnanuwm,
Hanun, Hopseruu u Hosoii 3enanaun.

VYHuBepcalbHbIi CKpUHUHT IpeJCcTaBiIsieT co00il MaccoBoe o0cCie0oBaHUE OMpPEeIEIeHHbBIX
BO3PACTHBIX TPYII, HalpaBieHHOe Ha BbIsABICHUE Jull ¢ CI'X, sBiseTcs BBICOKOA(P(HEKTUBHBIM
CrocoOoM paHHEHl JUarHOCTUKH, OCOOEHHO B COYETAHUHU C MPOBEACHHEM OOpPaTHOTO KAacKaJHOIO
CKPUHUHTA pOJUTeNel M IpYyTrux pOACTBEHHHKOB HHJEKCHOTO MAallMeHTa, OJAHAKO OH Hauboiee
SKOHOMMYECKH 3aTpaTeH u BHeApeH ennHnyHo (Crnosenus, CILLIA).

3a mocnenHue roabl Ha Tepputropun Poccuiickonn denepannn oTMedaercs yiIydllIEHHE
cutyaruu 1o auarHoctuke CI'X cpeam B3pocioro HaceleHHs, 4YTO CBS3aHO C padoTou
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HammonansHOTO 001I1€CTBA 110 M3YUYEHUIO aTePOCKIIEpO3a M BeACHUIO peructpa nanueHtoB ¢ CI'X
[6], cozmaHMeM B pEeruoHax JMIMJIOJOTUYECKUX LEHTPOB, OJHAKO IIPOBEIEHUE CKPUHUHIA
OCYILECTBIISICTCS 10 CUX IO HE BO BCEX peruoHax. Jis nereit rocyjapcTBeHHast CUCTEMa CKPUHUHTA
HapyIIEHUH JHUIMHAJHOIO OOMEHA Ha JAaHHBI MOMEHT OTCYTCTBYET, TaKXe€ HET IMPOrpaMMbl II0
HaOironenuro nerei ¢ CI'X.

Heap ucciaeqoBanusi — IPOBECTH aHAIU3 PACHPOCTPAHEHHOCTH TUIIEPXOJIECTEPUHEMUHU Y
nereit T. ExatepunOypra 3a 2022 — 2023 roma wa npumepe JAI'Kb Noe 11, BbIABUTH HaIMeHTOB,
nogxoasumx mo kpurepusim rerepo3urotHoil CI'X (reCI'X) m o6ocHOBaTh HEO0OXOAWMOCTH
IIPOBE/IEHUS] OMOXUMHUYECKOTO UCCIIEI0BaHMS JIUIIUHOIO CIIEKTpa y JIEeTEH.

MATEPUAJ U METO/bI

IIpoBenen ananmu3 6a3wpl JaHHBIX KiMHHYeckou jabopatopuu ['AY3 CO JITKB Nell r.
ExatepunOypra 3a 2022 - 2023 ropaa, BKJIIOYAIOIMIUN OLIEHKY MOKa3aTeJel JTUMHIHOTO CIEKTpa y
neteit, nMmeromux ypoBeHb OXC Bpime 5,2 MMoub/i. Jlis BBISBIACHUS TPYNIbI HAIMEHTOB C
BeposTHON reCl'X ObUIM MCIOIB30BAHBI JIAOOPATOPHBIE KPUTEPHH B COOTBETCTBHH ¢ Poccuiickumu
KJIMHUYECKUMH PEKOMEHJIALMSMU 10 HapyLIEHUsAM JUIHUIHOro oomMeHa oT 2023 rona, NpUHATBIMU
s gereit [7]: OXC >6,7 mmouns/n winu JITTHIT >3,5 mmonb/n. Co3nana v mpuMeHeHa 3JeKTPOHHAs
aHKETa-OlPOCHUK 110 CpedoBbIM (akTopaM pucka (muTaHue, oOpa3 JKM3HM), a TaKkKe
HACJIEICTBEHHOMY aHaMHE3y MalMeHTOB JUIsl aHaJIu3a OTATOLIEHHOCTH I'€HEalorHuecKoro ApeBa u
BapHUaHTa HacjeloBaHUs rumnepxosiectepuHeMun. s o0oOmeHus nHGopMaLuu MO MalueHTaM ¢
BepoATHON U moarBepkaeHHOM CI'X — Takke  MCIONb30BajlCs  PErUCTp  JeTel ¢
TUIepXoJieCTepUHEMHUeH,  Haxojsmuxcsd 1noj — HaOmogeHuem B ['opoackoM — eTckoM
kapauoniornyeckom 1entpe (I'IKLI) na 6a3ze JAI'’KB Nell, cozmanHbIil B «ITMJIOTHOMY» pEXUME HA
iargopme Notion. B peructpe orpaskeHbl OCHOBHBIE CBEACHUS MAIL[MEHTOB (BO3pAcT, AAaThl B3STUS
Ha y4eT, 1a00paTopHbIe MOKa3aTeIu KPOBU, JIUIIUIOTPAMMBbI).

OneHka pe3yapTaToB MPOBOAMIIACH MPH MOMOLIM CTAaTUCTHUECKOM mporpammbsl Microsoft
Excel 2022.

PE3YJIbTATBI

B 2022 rony cpeau nauueHToB, CAABIIMX KPOBb HA OMOXMMUYECKHUI aHaIu3 B 1a00paTOPHUIO
JI'KB Nel 1, nossitnennsiit yposeab OXC (Oomnee 5,2 MMoub/i1), BeIsIBIIEH Y 236 neteit.

Cpennuii Bo3pact oToOpanHbIX neteit — 10 ner 9 mecsues (Mec.) + 4,8 (min =4 mec., max =
18 ner). Cpennee 3nadenne OXC cocrtaBuno 6,1 mMmonb/n + 0,7, mpu STOM MaKCUMAaIbHBIN
nokasareib JocTurai ypoBHs 9,1 mmons/n. U3 236 nereii ¢ noBeiieHHBIM ypoBHEM OXC TONBKO Y
84 ObLIO MPOBEAEHO HCCIEJOBAHUE YPOBHS JIMIONPOTEMHOB HU3KOHM miotHoctH (XC-JIITHII),
CpelHee 3HaueHHe KoToporo coctaBuiio 4,51 mmons/n + 1,08, a MakcuManbHO MOKa3aTeshb JOCTUTAI
7,94 MMOJIB/I1.

B 2023 rony B xnmuHuueckoil mnaboparopun JI'KB Nell Owino BbmmosmHeHo 7277
uccnenoBannit OXC, u3 HuX pe3ynbrathl 994 (13,6%) npeBsianu ypoBeHb 5,2 MMoib/i. Taxke
obu10 BhIIONTHEHO 1494 uccnenoanusi ypoHsa JIITHII, u3 Hux pesymnbratel 658 (44%) umenu
yposenb JIITHII Beime 3,5 mmons/n. [Ipu aHanuse mosyyeHHbIX JAHHBIX Y KaXJIOTO MalMeHTa U3
UMEIOLIUXCS pe3yIbTaTOB MCCIEI0BaHUs ObUT BBIOPAH OJUH C MAaKCHUMAaJbHBIMHM IOKAa3aTENSIMHU.
KonnuecTBo BbIABIEHHBIX JeTel ¢ moBbllieHHBIM ypoBHEM OXC B 2023 romy cocraBuino 564
yenoBeka. CpeHui Bo3pacT 3Tux namueHToB — 10 jer 3 mec. + 4,3 (min = 3 mec., max = 17 et 7
Mec.), CYIIECTBEHHO He oTiuuancs oT BeIOOpkH 3a 2022 roxa. Cpeanee 3HadeHue ypoHs OXC y
neteit, oocnenoBanHbix B 2023 roay cocrtaBmiio 5,72 mmonb/n £ 0,73, a MaKCUMaIbHOE 3HAYCHHUE —
11,5 mmonw/n. U3 564 nereii Tonpko y 151 manmenTta mpousBeaeHa oieHka ypoHs XC-JITTHII,
cpeaHee 3HaYeHHe KOTOPOro coctaBmiu 4,72 mmons/n £0,98, mpu MakcuMaibHOM 3HadeHun — 9,19
MMOJIB/JI.

[TpunurMas Bo BHUMaHUe eTckue nuarnoctuaeckue kpurepuu reCl'X [7], B BeiOopke 3a 2022
roji ObLIO BBISBIEHO 92 pebeHKa ¢ BEpOATHOW reTepO3UroTHON CeMeMHO runepxonecTepuHeMHeH,
3a 2023 rom kputepusM cooTBeTcTBOBai0o 160 dyemoBek. OOBEIWHEHHBIE IaHHBIE MO TOJAM
IpeJCcTaBIeHbl B TabauIe 1.

490



Taobmuma 1
PesynbpTaThl aHaNMM3a OMOXUMHYECKHIX TTOKA3aTeNeH JIUIMHUTHOTO CIIEKTPa KIMHHYECKON
naboparopuu AI'KB Nell 3a 2022-2023 rojsl

[Tokazarenu 2022 rox 2023 rox
Kommuectso nmereit ¢ OXC Gomee 5,1 MMOab/I1 236 564
Cpennwii Bo3pacT 10 et 9 mec. £4,8 10 ner 3 mec. £4,3
Cpennue 3aauenuss OXC 6,1 mmons/a £ 0,7 5,72 mmons/a £ 0,73
MaxkcumansHoe 3Hauenne OXC 9,1 MMOJIB/IT 11,5 MMmonn/1
Cpennune 3aauenus XC-JITTHIT 4,51 mmous/im + 1,08 4,72 mmoan/in £0,98
MaxkcumansHoe 3Hauenue JIITHIT 7,94 MMOIB/T 9,19 MmoIB/1
KommuectBo nereit ¢ BepositHoir reCI'X 92 160

[Ipu cpaBHeHuu cpennux ypoBHeir OXC Oosnbliiee 3HaAUYCHHE IMOKa3aTelns HaOII01aloCch B
2022 roxy, onHako 0ojee BHICOKME cpenHuii 1 MakcumanbHbiid ypoBeHs JIITHII peructpupoBaiics B
2023 rony.

CpaBHUTENBHBIN aHaNM3 CcpeaHuX M MakcuMaibHbix ypoBHedl OXC u JIIIHII Ttaxxke
IpeJcTaBieH rpaduuecKy Ha pucyHKe 1.

™ cpenuuii ypoBeHs OXC, MMOTIB/IT
cpexuuii yposens JIITHII, MMois/n
MaKCHMaJIbHBIH ypoBeHb OXC, MMOIB/IT

MakcHMaIpHEI ypoBeHs JITTHIT, Mymons/n

2022101 2023101

Puc.1 CpaBHUTENBHBIA aHAIN3 CPEAHUX U MakcUMallbHbIX ypoBHEH OXC u JIITHIT

[lpn ananuse npaHHbIX peructpa mauueHToB ¢ CI'X BbIICHWMIOCH, 4TO U3 92 nereil c
nonozpenreM Ha r1eCXI'C, BbIBIeHHbIX Hamu 3a 2022 rox mno JaHHBIM J1a0OpaTOPHBIX
uccienoBanuii, 13 nHaOmoparorcs Ha 0Oaze 'AY3 CO JII'Kb Nell um MMEIOT IeHETHYECKH
noareepxkeHHyo (opmy. Cpeanue 3HaueHus ypoBHs OXC y 3THX MallMEHTOB COCTaBWIU 7,5
Mmoib/i, a JIITHIT — 5,3 MMoms/i.

Nudopmanust 1o ocTaBmMMCS MalUMeHTaM C HapyLIeHMSMHM JIMIOHAHOTO oOMeHa,
BbIsIBIIEHHBIMU 32 2022-2023 roga, HaxoauTcss B craguu oOpaboTku. Ha Hacrosimem »stame
MIpUTJalleHbl HA OCMOTP U OMPOIlEHbI 12 nannueHToB, MMeBIINX Bbicokue nokazarenu OXC u JITTHII
B 2022 roxy. C AeTbMU U POJUTENSIMHM Ha MpUEMe MPOBOAMUTCS Oecena, pa3paboTaH U BBLAAETCS
oykier ¢ mHbopmaruelr 1o 3a00ieBaHUI0 (PUCYHOK 2), OTIAEIBHO JAIOTCS PEKOMEHIAIUU TI0
MoauduKauu obpa3a KM3HM U jaueTsl. Kpome Toro, /uis yTOYHEHHMsS [MarHo3a MalueHTaM
IUTAaHUPYETCS MPOBEJIEHNE KOMILIEKCa 1a00paTOPHBIX U HHCTPYMEHTAJIbHBIX UCCIIEIOBAaHUN Ha Oa3e
JTHEBHOro Kapauonorudeckoro cranuonapa JII'Kb Nel 1.
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MOHOreHHoe ZEﬁﬂﬂEBEHME,

A : PasenTHE aTEPOCKNEpPO3a ] :
c rMnep Tep ato Gr [ Fd3BMTHE STEPOCKNEPO33. Gr O KAUHUNECKUE 1 T
i ]

COMpOBOXAaLWEECA ' Lnpkynauus : -CyXOXNNbHBIE KCAHTOMBL
NoBbILEHWEM YPOBHA XC-JIMHIM 1 paHHuM | | ‘ TyposHaJINHN : TyBiepo3HbIe KEAHTOMBI Ha KOXe
aTepoCKNepOTMYECKUM NepPepoXXaeHneM -/IMNOMAHAA Ayra POroBHLLbI

cocypnoB Oxwmcnenne IMHN

W OTASKEHKE Hx 1 KcaHTomsl = xupoBbie 0TAOXEHWA, Gasauki

O Hacnepgyetcs no ayToCOMHO- ‘ Nog, InAOTENMA CocyacR |

AOMWUHAHTHOMY TUNY ANArHOCTUHECKUE KPUTEPHM:

PopMuposanue

aTepocknepoTHUECKOM BARWIKK |
{ letepozuroTHan gopmMa — nepegaeTca ot ] | -0X > 6,7 MMoAL/A MAKM INHIN > 4,0 '

ORHOTD M3 POAMTENEH OCNoXHEHUA aTepOCKNepO3a: MMOSIb{ y pebeta < 16 neT -
1:200-300 <>
4Yenosexk

vweMmnyeckan Gonelxs cepaua,
LLEMWHE CKIA MHCYALT ~OX>7,5 MMOAL/ uAMAMH > 4,9
[OMO3WroTHaRA GopMa- NepefaeTch oT
obonx poguTenei

DopMbl

.
' =
.

p KCaHTOMBI CyxOXUAMIA Y NALKMEHTA, WK Y
- POACTEEHHWKA 1-A WAM 2-I CTENEHW POACTES

MOXHO HE/IB3A KOMT]

WHdapkT MMOkapaa y pOACTBEHHMKE 2-i
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Puc. 2 Bykier a1 ManMeHTOB ¢ HApyIICHHEM JIMITHIHOTO 0OMEHa

OBCYXIEHME

3HauuTENbHAS PACIPOCTPAHEHHOCTh reTepo3urotHoilt CI'X moka3piBaeT HEOOXOIUMOCTH
paHHEH TUArHOCTUKW HapyIICHUH JTUIMUAHOTO OOMEHA /ISl CHI)KEHUS! PICKOB Pa3BUTHUS CEPJIEUHO-
COCYAMCTBIX U IPYTHX 3200JI€BaHUI, ACCOLIMUPOBAHHBIX C IUCIUIHIEMUSIMU, HE TOJTBKO Y B3POCTBIX,
HO U B JIETCKON NOMyJSIIMM. YUYUTHIBAas KOJMYECTBO JETCKOro HaceseHus r.ExarepunOypra 1o
naHHbIM 3a 2022 rox (382786 denoBek) W MpUHUMAsi BO BHUMAHHE SITHIEMUOJIOTHIO 3a00JI€BaHUS
(1:200 - 1:500), uyncno nereit ¢ auarno3zom reCI'X B ropojie J0HKHO COCTABIATh mopsinka 766-1532
yenoBeK. [Ipu 3TOM MaccoBble CKPUHUHTH JUIS BBISIBICHUS H3MEHEHUH B JIMMHUIHOM OOMEHe
NeANaTPpUUYECKON KOrOpThl HA CErOAHSAIIHUN JIEHb HE TPOBOASITCS.

C navaina 2022 roja 3anyIleH «IHJIOTHBIN» OpOeKT - Poccuiickuil yHUBepCaabHbIN CKPUHUHT
o0Iero xoyiecTepuHa y nereil eBporneiickoid yactu Poccun (PYCHUY), B KOTOpOM y4acTBYIOT 5
1eHTpoB. Llenpro uccnenoBaHus SBISETCS NMPOBENEHUE yHUBEpcaabHOro ckpuHuHra Ha OXC B
CIUIOIIHOM BbIOOpKEe aerell B Bo3pacte 10 ner B pa3nuuHbix pernoHax P®. Pesynbrars
UCCIIEIOBAaHHSI MOTYT OBITh IOJIOKEHBI B OCHOBY OOOCHOBaHHS BHEAPEHUS CUCTEMBbI CKPUHHMHIOB
cpeau AETCKOW MOMYJIALMK Ha Bcel Tepputopun PO m opraHu3anny AETCKUX JUINAIOIOTHYECKUX
LEHTPOB, a TakXke pa3paboTKW anroputMa oOCIEeOBaHUS TALMEHTOB C  BbIBIEHHOU
TUIEPX0JIeCTEpUHEMHEN ISl TUarHOCTUKY IPUYNHBI €€ Pa3BUTHUS.

BbIBO/IbI

1. ITo pesynbratam aHanu3a qaHHBIX KinHU4Yeckon nabopatopun 'AY3 CO AI'KB Nell r.
ExatepunOypra 3a 2022-2023 ron BbisBieHo 252 pebGenka ¢ BepostHoi reCI'X, m3 Hux 13
ManueHTaM JMarHo3 TMOATBEPXKAEH METOJO0OM CEKBEHHPOBAHHMS TE€HOMa, YTO OOOCHOBBIBAET
HE00XO/IMMOCTh CBOEBPEMEHHOM TUarHOCTUKU M MPOBEJCHUS JeueOHO-NPOPUIAKTUUECKIX MEp B
JTAHHOW KOTOPTE MalMEHTOB.

2. C yderoM BbICOKOH pacnpoctpaHeHHocTH TeCI'X, HeoOX0AMMO PyTHMHHOE BHEIpPEHHE B
MeANaTPUYECKYI0 MPAKTHUKYy CKPUHUHTOBBIX MpPOTpamMM, CO3JaHHUE AETCKUX JIMMUIAOJOTHYECKHUX
LIEHTPOB B pEruoHax, B ToM uuciae B TI. ExarepuHOypre, mOCpeACTBOM KOTOPBIX Oyzaer
OCYIIECTBISATHCS MOHUTOPUHT MAIIUEHTOB C HAPYLICHUSIMH JIUITUAHOTO OOMEHa.

3. Pannee BwiABieHUE nanueHToB ¢ CI'X, Ha3HaYeHHME TUIOJIMIUIEMUYECKON TEparnuu 10
Pa3BUTHS aTEPOCKIEPOTUYECKOTO MOPAXKEHHSI COCYAOB OOECHeunBaeT MPOQPHIAKTUKY CEepAedHO-
COCYIUCTBIX KaracTpod, i peaius3alnuu 3TOro BaKHO IMOBBIIIATH YPOBEHb MH(POPMHUPOBAHHOCTH
Bpauel-neIMaTpoB O JaHHOM MaTOJIOTHH, CIOCO0aX ee TUArHOCTHKHU U JICUCHHUS.
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KIMHNYECKHUU CIOYYAHU BPOXKJIEHHOI'O UXTHNO3A

Casuues 'eopruit Anmpeesuu’, backakosa Eprenus IOpnesual, lllymckas Exarepuna FOpnennal+
1Ka(1)ez[pa (bakyIbTeTCKON U MOTUKIMHUYECKOH MequaTpun

OI'BOY BO «lIpuBomKCcKuid UCCIeI0BATENLCKIN MEAUIIMHCKUN YHUBEpCUTET» MUH3IpaBa
Poccun

TBY3 HO «Hwmxeropojckast o0macTHas AeTcKasi KIMHUYECKast 00IbHUTIA

Hwxunit Hosropon, Poccust

AHHoTaus

Brenenne. Mxtno3 — rpymmna 3a001eBaHUi KOXKH C BBIPOKCHHOH (HEHOTUMHYCCKON Pa3HOPOIHOCTHIO, 00YCIIOBICHHOMN
pAAOM MyTanuii, ONpENENAIOIIMX HE TOJBKO pa3BUTHE 3a00JeBaHMSA, HO U BO3MOXHBIE ocioxkHeHusa. I[leab
HCCJICA0BAHUA — }:[eMOHCTpaL[I/ISI OCO6CHHOCTeﬁ TCUCHUA U TAKTUKU BCACHUS IIAIlUCHTA C BpO)K,E[eHHBIM NUXTHO30M.
MaTepnaJI U METOAbI. Amnanus MCZ[PILII/IHCKOﬁ JAOKYMCEHTAalun pe6eHKa C BpPOKIACHHBIM HXTHO30M. Pe3yJ1]>T3T]>I.
Hpe,IlCTaBHeHO KIIMHHUYECKOEC Ha6J'IIO,I[CHI/I€ pC6CHKa C BPOXJACHHBIM HUXTHO30M. Ha (I)OHG IIPOBOAUMOrO JICHCHUA
OTMCYAJIACh IOJIOKUTCIIbHAA JUHAMHUKA CO CTOPOHBI KOXHOI'O IpoLecca. HeCMOTpFI Ha ycnex HpOBOZ[HMOﬁ TCpanuu,
Ppa3BUJIACh ACKOMIICHCAIUA COCTOSHUA pe6eHKa Ha q)OHG OCJIOKHCHUS B BUJAC MOJTHUCHOCHOT'O CCIICHUCA, YTO IIPUBEJIO K
JICTAJIbBHOMY HCXONY. Takoe TedeHue 3360J’IGB3HI/I€ MIPEeANOJIOKKUTCIBHO O6YCJ'IOBJ'IGHO HaJIM4Ynuem y p€6CHKa
I/IMMyHOI[e(bI/IL[I/ITHOFO COCTOAHUA. Bl)lBO)]l)l. I[OCTyHHLIe Ha CCFOI[HSIHIHI/Iﬁ JCHb MCETOAbI JICUCHUSA I103BOJIAKOT
3¢ GeKTHBHO OOPOTHCSI C MPOSIBICHUSIMH THIIEPKEPATO3a, B TO BPEMs KaK OCHOBHAsl CJIOKHOCTh B BEICHHHM TaKHUX
MaIUCHTOB — BO3MOXXHBIC OCJIOXKHCHUA, B TOM YHCJIC CUCTCMHBIC 6aKTepI/IaJ'ILHBIe I/IH(I)GKHI/II/I.

KJ'I]O‘leBl)le cJioBa: BpO)KI[eHHI)II‘/’I HUXTHO3, KOJ'IJ'IOI/I[[HI)II‘/'I mioa, HapyHleHI/Iﬂ KepaTI/IHI/I3aL[I/II/I, TUIIOIJIA3 U TI/IMyca,
HOBOPOXJICHHBIC.

CLINICAL CASE OF CONGENITAL ICHTHYOSIS

Savichev Georgy Andreevich!, Baskakova Evgeniya Yurievna', Shumskaya Ekaterina Yurievna®
1Department of Faculty and Polyclinic Pediatrics

Privolzhsk Research Medical University

ZRegional Children's Clinical Hospital

Nizhny Novgorod, Russia

Abstract

Introduction. Ichthyosis is a group of skin diseases with pronounced phenotypic heterogeneity, caused by a number of
mutations that determine the development of the disease and possible complications. The aim of the study — the
demonstration of the features of the course and tactics of managing a patient with congenital ichthyosis. Material and
methods. Observation and analysis of medical documentation of a child with congenital ichthyosis. Results. A clinical
observation of a child with congenital ichthyaosis is presented. Against the background of the treatment, positive dynamics
in the skin process were noted. Despite the success of the therapy, decompensation of the child’s condition developed due
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