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PE30JII0OUA
Kpyraoro crona Ne4(

«AKTYyaJIbHbI€ BONPOCHI MOBBINIEHUS] KAYeCTBa MeUIITHHCKOI MOMOIIM M COLMATbHOI
NOJJAEPKKH NMAIUEHTOB € HACJIeCTBeHHbIMH 3200/1eBAHUSIMY NeYeHHU: MPOrpecCUpyromIui
ceMelHbIi BHyTpUIIe4eHOYHbIH xoJecTa3 (IICBX) n cunapom AJtamuiis»

XV Bcepoccuiickuil Konzpecc nayuenmaos
Poccusa, Mockea, 28 noaopa 2024 200a

B pamkax XV Bcepoccuiickoro koHrpecca malMeHTOB cocTosicss Kpyrnsiil crod,
NOCBALIEHHBIM yCOBEPIIEHCTBOBAHUIO MEIUKO-COIMAIbHON IOMOIIM NallMEHTaM C PEeAKHUMHU
3a00JIeBaHUSAMHU TI€YCHH, B YACTHOCTH C IMPOTPECCHPYIOIIUM CEMEHHBIM BHYTPHUIICYCHOYHBIM
xonecta3oM (IICBX) u cunapomom Anaxuiis. B Tuckyccuu NpuUHAIN ydyacTUe IPeICTaBUTENN
NAlMEHTCKUX OpraHu3aluil U BeAyIIHe 3KCIEpPThl B 00JacTH TUArHOCTUKU U JICUEHHS PEIKUX
3a0oneBaHuid. MeporpuaTie cTaio BaXHOH miaardopMoil s oOMeHa OmbITOM W BBIPAOOTKH
pPEKOMEHAaLui 110 YIy4LIeHUIO Ka4ecTBa )KU3HU NallueHTOB.

[Iporpeccupyrommii cemeinbiii BHyTpuneueHouHblid xonectaz ([ICBX, umu PFIC —
progressive familial intrahepatic cholestasis, mo mexmyHaponHoil kmaccuduxanuu OonezHen
MKB-10 — K76.8) npencrasnsier co0oil rpynmy peIKMX TE€HETHYEeCKMX 3a00JieBaHUM C
HapyleHreM (QyHKIMY TeNaTOUTOB 1/UIU BHYTPUIICUEHOYHBIX KETYHBIX IPOTOKOB.

Cunnpom Anaxwins (CA) mo MexayHapomaHou kiaccudukamuu 6one3neit MKB-10 —
Q44.7; Q89.8 — ayTOCOMHO-IOMHUHAHTHOE HACJIEICTBEHHOE MYJIBTHUCUCTEMHOE 3a0oieBaHUE,
BbI3BaHHOE MyTauusiMu ojaHoro wu3 JByX reHoB — JAG] wunu NOTCH. 3a0oneBanue
XapakTepu3yeTcs MPEeUMYILIECTBEHHBIM MNOPAKEHHEM MEYEHU U Cep/la, a TaKKe pa3BUTHEM
JIMIIEBBIX, CKEJIETHBIX, I1a3HBIX U IPYTUX aHOMAJIUH.

[ICBX u CA 00bIYHO MPOSIBIISAIOTCS B J€TCKOM BO3pPAacTe, YacTO B IEPBbIE MECALbI KU3HU.
[IporpeccupoBanue 3a0601eBaHUI TPUBOIUT K CEPHbE3HBIM IOCIEICTBUSAM, TAKUM KaK IIEUEHOYHas
HEI0CTaTOYHOCTh, (UOp0o3 M Luppo3 meueHH. B cioywasx, Korja KOHCEPBATUBHBIE METO[IbI
JICUEHHSI W XHUPYPTrUYECKHEe BMEIIATEeNBCTBA CTAHOBATCS HEI(P(HEKTUBHBIMHU, TPAHCIUTAHTAIIHS
MIEYEHHU CTAHOBUTCS HEM30E€KHBIM HTAIIOM B JICUCHUU JAAHHBIX 3a00JI€BaHUM.

CuMIITOMBI, TAKME KaK MYYUTEIbHBIN 3y/1, HAPYIIEHUE CHA U MOBBIILIEHHAs TPEBOKHOCTD,
CYLIECTBEHHO YXYALIAIOT KaYeCTBO KU3HU KaK MallMEeHTOB, TaKk U UX poauteneil. OOs3aHHOCTH,
CBSI3aHHBIE C YXOJ0M 32 MallMeHTaMH, CO3/1al0T 3HAYUTEIbHOE SKOHOMHUYECKOE OpeMs JIIsl CEMEH,
YTO, B CBOIO OUYE€pPE/lb, YCYTyOIseT ICUX0IMOLMOHAIbHbBIE TPOOIEMBl. DTU (PaKTOPbI HEFATUBHO
BJIMSIOT Ha 00IIee 0iaronoiaydue u TpeOyIOT KOMIUIEKCHOTO TOAX0/1A K JICYCHUIO W TIOIEPIKKE
KaK MaIMeHTOB, TaK U UX OJIN3KHX.

PaccMoTpeHHble BOMPOCHI: YYACTHUKHM KPYTJIOro CTOJA OOCYJMIM KIIIOUEBBIE aCIEKThI
MeuKo-coruanbHoi nomomu nanueHTam ¢ [ICBX u CA. OcHoBHOE BHUMaHUE OBIIO YJEJIEHO
HEOOXOIMMOCTH TIOBBIIICHHUS OCBEJOMJICHHOCTH O JAaHHBIX 3a00JIEBaHUSX B MEIUIIUHCKOM
cooOuiecTBe, pa3paboTKe €IUHOI0 MOAXO0Ja K JAMArHOCTHKE, JUCIAHCEPHOMY HAONIOJCHHUIO U
JICYEHUIO TalMeHToB. Takxke Oblla MOAYEPKHYTAa BaKHOCTh OKAa3aHUs aJ[PECHOM U
IICUXOJIOTHYECKOM TMOMOIIM C LENbI0 YIy4IIEHHs KauecTBAa XM3HM MHAllMEHTOB M pELICHUs
COLIMAJIbHO-OBITOBBIX 3aJa4 KaK JUIsl HUX, TaK U JUI UX CEMEH.

JlaHHas pe3oJIOIMs HampaBleHAa Ha MpPUBJICUYEHHE BHHMAHUS K HpoOJeMaM perkux
FEeHETUYECKUX 3a00JI€BaHM eYeHH, ¢ KOTOPHIMU CTAJIKMBAIOTCS MAIIUEHTHI U UX POJACTBEHHUKH,
a TaKkKe Ha pa3pabOTKy KOHKPETHBIX WIaroB s HUX peHIeHUs B paMKax CHCTEMbI
3npaBooxpaHeHust Poccuu. DTO MepompusTHE CTajo BaKHOW IIaT(GOpMOM IUIsi BBIPAOOTKH
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peKOMeHIIaLII/II\/JI, HaHpaBHCHHBIX Ha TIIOBBIIIICHHUEC KayeCTBa MCIUIIMHCKOI'O OGCHy)KI/IBaHI/ISI nu
COIMATHPHOM MOICPKKH JIJIs1 JAHHOU T'PYIIITHI AIUEHTOB.

C ydeTroM 00CYXIEHHBIX BOIIPOCOB, YYACTHUKHU KPYTJIOTO CTOJIAa PEKOMEHIYIOT CIICAYIOIIHNE
MEpbl JUISl YIYYIICHHS MEIHUKO-colMaibHOM momomu namuentam ¢ [ICBX wu cungpomom

AJaxxuiuis:

IpaButennctBy Poccuiickoii Penepanuu, MuUHHCTEPCTBY 3ApPaBOOXPAHEHMS
Poccuiickoii ®@egepanun u Komurery I'ocynapcreennoii JlymMbl 1o oxpaHe 310pOBbSI:

1.

Pa3paGorate MexaHm3M BKJIIOUeHUS peakux (opdaHHBIX) 3a00neBaHUN  C
3aperucTpUpoBaHHONM Ha Teppuropun Pocculickoii dPenepanuu JIEKapCTBEHHON
tepanmerd w3 mepeuds donma «Kpyr mobpa» B mepedeHb, YTBEPIKICHHBIN
nocraHoBieHueM IIpaBurensctBa Ne 403 1 BHECTH COOTBETCTBYIOIIME U3MEHEHUS B
HOPMAaTUBHO-IIPaBOBBIE AKTHI.

MunucrepcrBy 3apaBooxpanenust Poccuiickoit denepanuu:

1.

B nensx nosbliieHuss opdaHHOM HACTOPOKEHHOCTH M YJIYUIIEHHUS AMATHOCTUKH
3a00JeBaHMl, CBSI3aHHBIX C CHHIPOMOM XOJIECTa3a, PEKOMEHIYETCsl BHECTH
u3MeHenus B [lopsiiok mpoBeaeHus NpoUIAKTHYECKHX MEIULUHCKUX OCMOTPOB
HECOBEPUICHHOJIETHUX, YTBEPXKACHHBIN MTpUKa3oM MUHUCTEPCTBA 3paBOOXPaHEHHUS
Poccutickoit ®enepanuu ot 10 aBrycta 2017 . N 514n. B [Ipunoxenue N 1, rpady
«JlabopaTtopHble, (QyHKIMOHAIbHbIE U WHBIE HCCIEAOBAHUS», CIEAYeT BKIIOUUTH
o0si3aTenbHOE  OMpeeleHue OMOXMMHMUYECKHX TOKa3aTejled KpOBU:  OOIIUit
OounnpyOuH, npsIMON OounnpyOuH, aJlaHMHAMUHOTpaHchepasy (AJIT),
acnaparuHoByto TpancamuHazy (ACT) wu xolecTepuH, IKEIYHBIE KHUCIIOTHI.
BrxurodueHne 3THX MCCIIEeIOBaHUM B CTaHIAPT OOCIICOBAHUS MO3BOIHUT 3()PEKTUBHO
BBISIBJISITH XOJIECTa3 M COMYTCTBYIOIINE NATOJIOTHH, YTO OyAeT cnocoOCTBOBAThH OoJiee
paHHEH W TOYHOW TUArHOCTUKE. BBIsBIEHHE MEpPBBIX CUMITOMOB 3a00JIeBaHHMI B
NEPBbIE MECSIbl KU3HU KPUTHUECKHU BAXKHO JIJII CBOEBPEMEHHOI'0 BMEIIATEIbCTBA,
MPEIOTBPALIAIOIIETO CEPbE3HbIE OCIOKHEHUS U YIYYIIAIOMIET0 KayecTBO >KU3HH
JIETEeN.

YuuTbiBas 3HAYUTENHHOE BIHUSHUE HEOHATAIBHOTO CKPUHHHTA Ha TEYCHHE
KypaOenpHBIX 3a00JeBaHMN, HEOOXOAMMO AaKTHBHO DPAa3BUBATh W PEATM30BBIBATH
pacmupenue "l[IporpaMmbl pacHIMPEHHOT0 HEOHATATBLHOTO CKPUHUHIA HAa HATMYUE
HACJIEJICTBEHHBIX U BPOKICHHBIX 3a00JIEBaHUI" 3a CUET BKIIIOUEHHUS B HEE OpPaHHbIX
3a00NeBaHUN TEYEHU, A JAUArHOCTUKU KOTOPBIX CYIIECTBYIOT OMOXUMHYECKHE
MapKepsl, a Takke 3()(HEeKTUBHBIE METOJBI JeUeHHs. B CBS3M ¢ 3THM HEOOXOIMMO
BHecTu n3MmeHeHus B [Ipuka3 MunuctepctBa 3apaBooxpaHenus PO ot 21 ampens
2022 roga N 2741 "OO6 yrBepxkaeHun [lopsiika okasaHWs MEIUIIMHCKOW MOMOIIH
MalUeHTaM C BPOXACHHBIMH U (WJIM) HACIEACTBEHHBIMH 3a0osieBaHuAMU". DTH
M3MEHEHHUS MO3BOJIAT YIyUIIUTh IUarHOCTUKY U JIeUeHUE KypaOeabHbIX 3a001eBaHUM
MEYeHU, YTO OOECNEeYUT BBICOKHH YPOBEHb MEIUIMHCKON TOMOIIM  JIs
HOBOPOJXKJCHHBIX, a TaKXE€ CHU3UT PUCK CEPbE3HBIX OCIOKHEHUH, CBA3AHHBIX C
3aMyIIeHHBIMU opMamMu 3a00IeBaHHIA.

PaccMoTtpeTh co3aHue KIMHUYECKOIO perucrpa AeTei ¢ pelIKUMH T'€HETUYECKUMU
3a00NIeBaHUSMU TIEUEHU B PaMKaX BEPTHKAIbHO HMHTETPUPOBAHHON METUIIMHCKOM
uHpopmannonnoit cuctembl (BUMUC) ¢ nenpio cucremarn3anuyd MHGOpPMauu o
MOMyJISIUM  TAIlMeHTOB, BKIOYas JaHHbIE T€HOTHUIHPOBAHUS. N3yuuthb
BO3MOYKHOCTh BKITIOUECHHSI HEOOXOIMMOI WH(pOpMaNnU B IU(PPOBYIO JIEKTPOHHYIO
kapTy opdannbix mamueHTtoB ¢ [ICBX u CA, 4yto mo3BomuT oOecneduts Oosee
3¢ dEeKTHBHOE yTIpaBlIeHHE NTAaHHBIMH M TOBBICUTH KA4€CTBO YXOJa 3a MalMeHTaMHU.
Onenka skoHoMHuueckux 3atpat Ha [ICBX u cuHapomM ANaKuiis, a Takke KadyecTBa
JKU3HU MAalMEHTOB, C LIEJIbIO BBIBICHUS OpEMEHH, HAJlaraeMoro Ha 3TUX MalMeHTOB,
Y TapaHTHH y4eTa UX MOTPEOHOCTEH B cUcTeMe 3[paBOOXPaHECHHS.



B oeisax ITOBBIIIICHUA OCBCIOMJICHHOCTH CIICIINAJINCTOB 3;[paBooxpaHeHI/1;1,
pekomenayetcsa Ha [loprane HenpepeiBHOro Meaunuuckoro 1 @apManeBTHUYECKOro
OO6pazoBanusi pa3paboTaTh M pPa3MECTUTh HMHTEPAKTUBHBIA MOAYJIb O pPEIKUX
reHeTHYeCKuX 3a0oneBanusax neuenu, [ICBX u cunapoM Anaxwuis. 3TO MTOMOXKET
COKpaTI/ITB CpOKI/I JUATrHOCTUKH U MHUIIMAIIWU ITATOTI'CHCTUUYCCKOI'O JICUCHU .

enTpy 3KCHEepTH3bI M KOHTPOJIA KadecTBa MeIMIUHCKON momomu MwuH3apasa

Poccumn:
1.

[IpoBecTn OILIGHKY 11€7€COO0PA3HOCTH W TMOTCHIIMAIBHOW  HKOHOMHYECKOM
3¢ HEKTUBHOCTH JOOABICHHS B CTaHAAPTHI 00CIeI0BAHNUS IETEH MIEPBOTO T0/1a )KU3HU
CIEAYIOMMNX OMOXUMUYECKUX TIOKa3aTeel: o0muii OnnmupyOuH, mpsiMoit OMIupyOuH,
anannHamuHoTpancpepaza (AJIT) u acmaparuHoBas TpancamuHaza (ACT) wu
XOJIECTEPUH, JKETYHBIX KHCIIOT.

[popnababiM MeaunuHCKUM accounanusam (Corwo3y neauatpos Poccun, Acconuanmnu
MEIUIMHCKUX TeHeTHKOB, OO0mecTBy [1eTCKHX TIacTPOIHTEPOJIOr0B, TenaToJioroB M
HYTPHLHMOJIOTOB):

l.

WMHnnunpoBath U pa3padoTaTh KIMHUYECKHE PEKOMEHJAIMHU 110 BEJCHHUIO TALUEHTOB,
BKJIIOYAsl aJITOPUTMbI AMATHOCTUKH, JIEYEHHSI | MOHUTOPUHTA, a TAKXKE PEKOMEHIAINH
10 PeadMIINTALNU U ICUXOCOLUAIBHON MOAIEP/KKE MAllUEHTOB.

PazpaGotate MeTOAMYECKHME PEKOMEHIAIMH IO MPOBEACHUIO  PETYISPHOTO
MOHUTOpPHHIra (KpaTHOCTh M KOMIUIEKC MEpPONPUSATHH, BKIOYas OCMOTPBI U
JMarHOCTUYECKUE UCCIICOBAHMS) 32 COCTOSIHUEM 370POBBS U €IMHbIE TPEOOBAHUS K
MapuIpyTU3alliyd MAlUEeHTOB C BPOXAEHHBIMM U (WINM) HacleACTBEHHBIMU
3a00JeBaHUsAMH, B TOM YHCJIEC MAI[MEHTOB HY)KIAIOIIUXCS B IaTOTCHETUYECKON
TEpaluu U TOITy4aroluX €€, B COOTBETCTBUHU C KIMHUYECKUMU PEKOMEHJALMSIMU U
MOPSIIKOM OKa3aHHWsl MEIULMHCKON MOMOIIM MAallMEHTaM C BPOXKJIEHHBIMHU U (WJIN)
HacyencTBeHHbIMU 3a0oneBanusiMu (IIpukas Munsnapasa 2741 ot 21 anpens 2022
rojna).

Bcepoccuiickomy o0mecTtBy peakux (opdannbix) 3adoseBanmii, Bcepoccuiickomy
COI03Y MAIHEHTOB:

l.

[TpuHITh aKTHBHOE YydYacTHe TpU pa3paboTKe NPOPUIBHBIMU MEIUIIMHCKIMHE
OpraHu3alusIMA  METOJAMYECKHE PEKOMEHJAMH [0 TMPOBEJICHUIO PETYJISPHOTO
MOHUTOPUHTA (KPAaTHOCTh M KOMIUIEKC MEpPONPHUATHH, BKJIIOYas OCMOTPBHI M
JTUATHOCTHYECKHE MCCIIEOBAaHNUs) 32 COCTOSIHUEM 3[I0POBBS U €IMHBIE TPEOOBAHUS K
MapHIpyTU3alMK  TMAIMeHTOB C BPOXACHHBIMU W (WIM) HACJIEACTBEHHBIMHU
3a00NeBaHUsAMU, B TOM YHCIE MAIEHTOB HYXXIAIOUIUXCA B MAaTOr€HETUYECKOU
TEpanuu U TOJIy4aroluX €€, B COOTBETCTBUU C KIIMHUYECKUMH PEKOMEHAAIUSIMU U
MOPSIKOM OKa3aHHUs MEIUIIMHCKOM MOMOIIY MAallMeHTaM C BPOXKIEHHBIMU U (WJIH)
HacyencTBeHHbIMU 3a0oneBanusiMu (IIpukas Munsnpasa 2741 ot 21 anpens 2022
rojna).

Pexomenayercs paspaborath ©  BHEAPUTH MPOTPAMMBI  TOMJIEPKKA IS
POJCTBEHHUKOB WJIM JIML, OCYLIECTBIAOMUX yxon 3a nauueHtoM ¢ [ICBX u CA,
VYHUTHIBAIOIINE UX OCOOCHHBIC TOTPEOHOCTH U CIIOKHOCTH. HeoOxoauMo o0ecrieunTh
IocTyn K WHGOPMAlMOHHBIM, (DMHAHCOBBIM M TICHXOJOTHYECKHM pecypcaM s
CHIDKEHHUs OpEMEHHU M YJIYUIICHHS KaueCcTBa KU3HU JIMII, OCYIIECTBISIONIUX VX0 3a
nauveHtoM. Creayer moAAep:KaTh MCCIEIOBAaHUs, HANpPABICHHbIE HA W3YYEHUE
MeronoB ympasieHuss PFIC wu ero BiusHUS Ha pPOJCTBEHHUKOB WJIH JIHII,
OCYILECTBISIOMIMX YXOJ 3a MAlMEHTOM, C LEJIbI0 BBISBICHUS JTY4YIIUX NPAKTUK U
pa3pabOTKH HOBBIX MTOIXOJIOB.

OpranaM HCHOJHUTENbHOH BjaacTH cy0bekTOB Poccmiickoit ®enepanuu B cdepe
31paBOOXPAHEHHs:

1.

ObecneunTs J1eTe C€  MPOrpeccCHpyIOIUM  CEMEHHBIM  BHYTPUIICUEHOUYHBIM
XOJIECTa30M M € CHHJIPOMOM AJaXWUIsl CHEIUATU3UPOBAHHBIMU IPOIYyKTaMU



JeuyeOHOTO MUTaHUs, BKIIIOYas He3aperucrpupoBanHsie B Poccuiickoit deneparyu,
BHECS IpH HEOOXOAMMOCTH COOTBETCTBYIOIIME W3MEHEHUS B JIEHUCTBYIOIIEe
3aKOHOJATEIbCTBO cyObekTa PD.

CopnelicTBOBaTh COTPYJHUYECTBY MPOQPMIBHBIX TJIABHBIX BHEIITATHBIX CIEIIHATHUCTOB
C COOTBETCTBYIOIIUMH MPO(QUIHLHBIMU MAIIMEHTCKUMH OPTaHU3AIMSIME. BaxxHO TaKxke
COCpPEZOTOUNTHCS Ha TOBBIIIEHUH OCBEIOMJICHHOCTH HACEIEHHUS O TMpPU3HAKaX H
cumnromax [ICBX u CA. OT1o mo3Bonut obecrneuuTsh Oosiee paHHee oOpalieHue 3a
MEIUIIMHCKOW TOMOIBI0. YKa3aHHbIE Mephl OyayT crmocoOcTBoBaTh Oojee
3¢ (}HeKTHBHOMY BBHISBICHHIO U JICYCHHUIO ITHX 3a00JI€BaHMIA, 4TO, B CBOIO OYEpeb,
YIIYYIIUT Ka4€CTBO KM3HU MALIUEHTOB U MOAJIEPKUT UX CEMBH.



