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Cnucok cokpanieHui
AJIT — anannnamuHOTpaHcdepasa,;
ACT — acnmapratamuHOTpaHcdepasa,
JUIKJI - nedunt Tu30COMHOM KUCIOM JTUTIA3hI
JIKJI - mn30coMHas Kucas Jivrasa
BHDOX - 6one3np HakoIUIeHUs 3()UPOB XOJIECTeprUHA
JIITHIT — nunonpoTerHbl HU3KOM MIIOTHOCTH
JIIIOHII — nunonpoTerHbl O4€Hb HU3KOM MIJIOTHOCTH
JIIIBII — nunonpoTenHbl BBICOKOM IIJIOTHOCTH
@3T — hepmMeHTHAS 3aMEeCTUTEIBHAS TepaTTUs
HAXBII - HeankoronpHas )KupoBasi 00J1€3Hb MeUEHU
HACT — HeankoronbHbI cT€aTorenaTuT
CPOCB - cTepuHOBBIN PETYIATOPHBIN 371EMEHT CBA3BIBAHUS OCJIKOB
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I'MI'-KOA - ruIpOKCUMETHIITITYTapUII-KOSH3UM A
VY3/1I'- yneTpa3BykoBas ponmieporpadus
OI'IC — 330¢aroracTpo1yo1eHOCKOIHUS
TI'CK — TpaHcnnaHTanus reMorno3THYECKUX CTBOJIOBBIX KJIETOK
KHM - koMmIuiekc M”HTUMa Meina

YXK - ypcone3zokcuxoneBasi KUCIOTa



Tele/IHLI n onpeaecjacHus
JInzocomHble 00JIe3HH HAKOIUIEHUSl — TpyINa HACJIEICTBEHHBIX MOHOTCHHBIX
3a00JIeBaHNH, CBSI3aHHBIX C HAPYIIEHUEM (DYHKITUH JTH30COM.
@depMeHTHAsI 3aMeCTHTeIbHAs Tepamusi — JCUCHUE, 3AKIIOYAIONIEecs BO BBEACHUH
(GepmeHTOB (B TOM 4YHMCIE W PEKOMOWHAHTHOrO) MAIMEHTAM C HACICICTBEHHBIM Je(pEeKTOM

MeTadom3Ma.



1. Kpatkas undopmarius no 3a00JI€BaHUIO UM COCTOSHUIO (TpyTine 3a00eBaHuii

WJIU COCTOSTHUM)

1.1 Omnpeaejaenne 3a00J1€eBaAHMS WM _COCTOAHUA _(Tpvnnbl _3a00JIeBAHUI__MJIN

COCTOSTHMI)

Hedbunut nuzocomuoit kucnoit ymmaszel ([IJIKJI) — mporpeccupyroiiee 3abosieBaHue, B

OCHOBe KoToporo Jnexut aedekt rerma LIPA, xomupyromiero JTM30COMHYIO KHUCIYIO JTUTA3y
(JIKJI), mpuBonsAmuMii K HAKOIJICHWIO A(PHUPOB XOJECTEPUHA M TPUTIIMIEPUAOB B OpraHax M

TKausx [1,4].

1.2 ITHOJOrHA M NATOreHes 3a00J1eBAHUA MM COCTOSHHUSA (rpynnbl 3200J1eBaHMI

WJIU COCTOSTHMI)

JUIKJI wHaciemyeTcsi MO ayTOCOMHO-PEIIECCHBHOMY THIMY. 3a00JeBaHHE CBS3aHO C
mytauusamu rera LIPA, kotoperit kaptuposan Ha 10 xpomocome (10g23.31). B mexnyHapoaHoi
0a3e JaHHBIX MO MYTalUSIM YeloBeKka - onrcano okoso 100 myranwmii B rere LIPA, mpuBopsmx
Kk Hapymenuio ¢yHkiuu ¢epmenta. [Ipu JJIKJI HOHCEHC-MyTallMu, KPYIHBIC MEPECTPOMKH
reHa, MyTalll¥ CO CIBUTOM PaMKH CUMTHIBAHUS, KaK TIPABHJIO, BRISIBJISIFOT IPU TSHKEIBIX (popmax
3a00JIeBaHKss B TOMO3UTOTHOM WJIM KOMIIAyA-TeTepo3uroTHoM coctosaun.—[1,4]. Haubonee
pacmlpoCTpaHEHHBIM MAaTOT€HHBIM alelb — CHHOHMMHUYHAs 3aMeHa, Hapyllawolas CauT
craiicunra B 9k30He 8 €.894G>A (E8SIM-1G> A), siBnsieTcst mpuynHOM 3a00J1eBaHus B OoJiee
YeM TOJIOBUHE OINMYOJIMKOBAaHHBIX Ciy4yaeB. Hamuuue qaHHOTO BapuaHTa B TOMO3HTOTHOM WITH
KOMIIAyH-T€TEPO3UTOTHOM COCTOSTHUU coxpaHser 3 — 5% ocratouHoil aktuBHOocTH JIKJI
[1,2,4].

B HopMe mnomaBmme B JM30COMY TyTEM PEIENTOP-OMOCPEIOBAHHOTO HHIOIMTO3a
HEHTpaabHbIe JKUPBI (3(QUPHI XOJIECTEPUHA W, B MEHBINCH CTEICHH, TPHUTIUICPUIBI) IO
BozaeiictBuem JIKJI pacmiennsiorcs 10 CBOOOJHOTO XOJECTEPUHA W IKUPHBIX KHUCIOT. ODTH
JUOUABI M WX OKHUCJICHHBIE MPOW3BOJHBIC BCTYMAIOT BO B3aUMOJACHCTBHE ¢ (akTopaMu
TPAHCKPUILIUK (CTEPUHOBBIM DETYJISATOPHBIM 3JEMEHTOM cBsi3biBaHUs OenkoB - CPOCBH),
KOTOPBIE€ HEMOCPEICTBEHHO MOIYJIUPYIOT DKCIPECCUIO0 T€HOB, BOBJICUCHHBIX B CHHTE3 U 3aXBaT
XOJIeCTeprHa, a Takke Jumnorenes. [lpu oTrcyrcTBun winu cHkeHUH akTUBHOCTH JIKJI adupbt
XONleCTepUHa, ¥ TPUTTUIEPUIBI HE pacmagaloTCs M HAKaIUTMBAIOTCS B JIM30COMAX.
CoOOTBETCTBYIOMINNA HEIOCTATOK CBOOOTHOTO XoJjiecTepuHa B kieTke npuBoaut k CPOCh-

OTOCPEIOBAaHHOW  CTUMYJISIIMM  DHIOT€HHOTO CHHTE3a  XOJIECTEpUHA  WHTHOHWPOBAHUIO



TUAPOKCUMETHNTIyTapui-kodH3uM A (I'MI'-KoA) penykra3oil w SHIOIMTO3a TOCPEICTBOM
peuentopos JITTHII. ITapamiensHo ¢ 3TUM yBeTWYUBaeTCs CHHTE3 anosanonporenHa B (AnoB)
U 3HAYUTEIHHO TMOBBIIIAETCS O0Opa3oBaHME XOJEeCTEpUHA JUIONPOTEHHOB OYEHb HU3KOH
mwiotHoctu (JIITIOHII). VBenuuenue skcnpeccun I'MI'-KoA penykrasbl sBiseTCS NMEPBUYHBIM
pesynbTatoM CPOCbh-2-onocpejoBaHHOTO BHYTPHUKJICTOYHOTO YMEHBIICHHS XOJIECTEPUHA,
NPUBOJIS K YBEJIMYCHHUIO YPOBHS CBOOOIHOTO Xonectepuna [1,4].

Takum oOpa3om, HakomieHHE 3(PUPOB XOJIECTEPHUHA WU TPUTIIMIEPUAOB B OpraHax H
TKaHSIX COIMPOBOXKJIACTCS JUCIUINUIEMHUEH. B CHIBOPOTKE KPOBH OMPENEISETCS MOBBIIICHHBIN
ypoBeHb xojectrepuna, JIITHII, cumwkenue JIIIBII. ¥V 4YacTu mnauveHTOB pPErucTpupyercs
TUIEPTPUTIUIICPUACMHUS.

IMpun nambomee Ttspxenonr dopme AJIKJI — wmubpantuneaoi dopme JJIKII (Gonmesnn
Bonbmana) (BB) aktuBHOCTH (epMeHTa cocTaBisiecT meHee 1% OT HOPMBI, YTO MPHBOAMT K
OBICTPOMY MAaCCHBHOMY HAaKOIUICHHIO 3()UPOB XOJECTEpUHA U TPUIJIHIEPUIOB B JH30COMaX
MHOTHX OpTraHax M TKaHSX, B IEPBYIO O4epe/ib B MIEUCHHU, CETe3eHKEe, HAIOYEYHUKAaX, BOPCUHAX
KHAIIEYHUKA, KOCTHOM MO3Te, TUM(}aTHIECKUX y371ax, B Makpodarax peTUKyI0-3HI0TeIHATLHON
cuctembl. Ocrarounas akruBHOCTh JIKJI in vitro B muanaszone 1-12% oT HOpMBI ompeaenseTcs
npu Oone3nu HakorieHus >¢upoB xonectepuHa (BHOX) — Oonee GnaronpusTHOM TEYEHUH

JUTKJT [1-4].

1.3 DnuaeMuoJorus 3a001€eBAaHUSA WJINH COCTOSSHUA (rpynnbl 3a00J1eBAHUNA MM

COCTOSTHMI)

Pacnipoctpanennocts JIJIKJI BapuabenbHa B 3aBUCUMOCTU OT (DaKTOPOB STHUYECKON

NPUHAAIEKHOCTH U reorpaduueckoro monoxenus. Cunraercd, yro yacrora JJJIKJI cocraBnser
B cpennem 1:40000 — 1:300000 kwuBBIX HOBOpOXAeHHBIX [4]. UactoTa BCTpeYaeMOCTH
MItazieHdeckor Gopmel 3aboneBanus B 2-2,5 pa3za Hmxke u cocrasisier 1 ma 100 000-500 000
YKUBOPOXKJICHHBIX HOBOpPOXaAeHHBIX [7,32,33]. UccnenoBanus mo usydenuto dactotsl JJIKJI B
Poccun mpoBoawnuce B r. MockBa, JaHHBIM Tokaszarelb coctaBuil —npumepHo 1:70 000

HOBOPOXKJIEHHBIX [5].

1.4 Oco0eHHOCTH KOAHPOBAHMS 3200J1€BAHUS MJIM  COCTOSIHHUSA (rpynnbl

3200JIeBAHUHA WJIH COCTOSHHUNI) mo MeXKIVHAPOAHOH CTATHCTUYECKOW KJaaccu(puKamuu

00J1e3HeH ¥ MPo0JaeM, CBA3AHHLIX CO 3I0POBbLEM

Cornacho MKB10, 3aboneBanue oTHOcUTca K Kiaccy [V, 0oiesHsIM 3SHIOKPHHHOM
CHCTEMBI, PaCCTPOMCTBY MUTAHUS U HAPYIICHUIO oOMeHa BemiecTB, E75.5 - JIpyrue HapymeHus

HaKOIIJICHUS JIMITHUAO0B.



1.5 Kunaccudukanuss 3a00eBaHusl HJIM cOCTOSAHUSA (rpynnbl 3a0o0JeBaHMil MJIH

COCTOSTHMI)

Kiunundecku, BeiaenstoT aBe ocHoBHBIE (popmbl JJIKJT (mpunoxkenue I'1):

- undantuabHas Qopma JJIKJI (Gomesnp Bonbmana) - ¢ MaHudecranueil B
MJIaJICHYECKOM BO3pacTe

- Oosie3np HakoruieHus1 3¢upos xonecrepuHa (bHIX), ¢ nedrotom B Bo3pacre crapiie 1
roja (Haubosiee yacto B 2-5 net) [4].

Crnenyer ormeruts, uto JJIKJI — »3TO cmekTp KIMHUYECKHUX (DEHOTHUIIOB C pPa3HBIM

XapaKTepoM TeUeHHs U MPOTrHO30M OoJsie3nu [4].

1.6 Kiimandeckass KapTHHA 3200J1eBaHUS WJIHM COCTOSIHUA (rpynnbl 3a00J1eBaHMI

WJIU COCTOSAHM

JUIKJI mpencraBisier co0Oi KOHTHHYYM (PEHOTHIIOB OT OBICTPO IMPOTPECCHPYIOIICH
JeTaNbHOM MialeH4Yecko (GOpMbI U TKENbIX JETCKHMX BapUaHTOB C  CEPhE3HBIMU
OCIIO’)KHEHUSIMHU, HaIlpUMEp, LUPPO30M U MEYCHOYHOW HENOCTaTOUYHOCTHIO B MOJPOCTKOBOM
BO3pacTe, 0 CyOKITMHUYCCKHX, MATKUX (hopM, TIPOsIBIsTIOMUXCS B OoJiee cTapiieM Bo3pacte [1].

1.6.1 Knunuueckan krapmuna npu unpaumunvnoi ¢opme JIKJI (60n1e3nu
Bonvmana)

WNudantumpaas ¢opma IJIKJI  (6omesur Boabmana, BB) — peakas ObIicTpo
nporpeccupytomias ¢opma JJJIKJI, mposBisirormasicst ¢ mepBbIX MECSIEB XKU3HU, MPUBOISAIIAS K
Pa3BUTHIO TIEYEHOYHOH HEIOCTaTOYHOCTH M JIETAILHOMY HMCXOXIy B Bo3pacte a0 1 roma. Ilo
JaHHBIM JUTEpaTypel, y 43% MalueHTOB TepBble KIWHUYECKHEC CHMIITOMBI OIUCAHBI B
HEOHaTaJIbHOM nepuoe [8].

Haubonee maTOrHOMOHMYHBIMU TpPHU3HAKAMU JaHHOTO 3a00JeBaHUSl  SBJISIOTCS
WHTECTUHAJIBHBIE TIPOSIBIICHUS, BKJIIOYAIONIME pPBOTY, IHAper0 W/ crearopero. Yacro
BBISIBIISICTCS] YBEIHMUEHHE 00BEMA KMBOTA 3a CYET B3AYTHS KHUIICYHUKA, TEIIaTOMETaINH H/¥ITH
renaToCIUICHOMETAINH, a TaKXKe MOTepsl Beca C pPa3BUTHEM THIOTPO(GHH U, B THKENBIX CIydasX,
Kaxekcuu. Kpome TOro, Ansi 3THX MAalMEHTOB XapaKTepHa WHTEPMUTTUPYIOMIAS JHUXOPAIKa,
BSJIOCTh, acTeHus W runeppediaekcuss [2,6,7]. TUnHUHBIM SIBISETCS pPa3BUTHE aHEMHH U
TPOMOOLIMTONIEHUH.

OtnuuutensHo#l yepToil bB siBnsieTcst yBenuueHne U KanblUU(UKAIMS HAAIOYCYHUKOB,
KOTOpoe BcTpeuaercss npumepHo B 50% ciydaeB. Ilo naHHBIM BH3yalM3UPYIOIIUX METOAOB
HAIMOYCUYHUKHA XaPaKTePU3YIOTCS HAIWYHMEM TOYCYHBIX OYAroB KaabIU(UKANUKA TIO0 BCEH
MapeHXUMe C CAMMETPUIHBIM U MACCUBHBIM YBEITUYCHHUEM ITPH COXPAHECHUH CBOCH IOTYITYHHOM

WIM THpaMHIAIbHOW (opmbl. OnHAKO KIMHUYECKHE MPU3HAKM HEIOCTATOUYHOCTH KOPBI



HAAMOYEUHUKOB He xapakTtepHbl misi bB. OtcyrcTBue KanbLUM(PHUKATOB HAANOYEYHUKOB HE
UCKJIIOYaeT quarto3. HeBpomoruyeckasi CHMOTOMATHKA MOXKET MOSIBISTHCS Ha MO3IHUX CTaIUSAX
3a00sieBaHUsS W OBITH OOYCIIOBIIEHA OCJIOKHCHHSIMH, HAIPUMEpP, IMPOSBICHUEM IICUCHOYHOM
sanedanonatuu. [Ipu BB B martomormyeckuii mporecc 3HAYMMO BOBIIEKACTCS CIIM3HUCTAS
KHILIEYHUKA, YTO YCYT'yOJIIeT CUHIPOM MalibaOCcopOLMY, BOSHUKIINN U3-32 HEJOCTATKA KUPHBIX
kucnotT. [loBpexeHue CIu3uCTOM NPOSBISETCS Pa3HOM CTENEHBIO BBIPAKEHHOCTH TUAPEH,
CTeaTopeH, a TAKXKe CHHPOMa H30BITOYHOTO OaKTepHAIBHOTO pocTa U MeTeopusma [4,6].

OT/IO)KEHHE JIUIUJOB B JIM30COMAaX KIIETOK TEYEHU MPUBOJUT K MEIKOKANEIbHON
KUPOBOH nucTpoduu (Takke HA3bIBAEMOT0 MUKPOBE3UKYJISIPHBIM CTE€ATO30M): MEPENOIHEHHbIE
JIM30COMBI BBITTISAAT KaK OJTHOMEMOpaHHBIE BAaKyOlIU C KaIUSIMH KHpPa BHYTPH, OHU 3aMOJTHSIOT
co0or0 BCcro muTOoIUIasMy. Ha mnpemapaTtax MOKHO BHJAETh KakK 3allOJIHEHHBIE BaKyOJIIMU
renaronuThl, runeprpodupoBannbie kietku Kymdepa, Tak 1 Makpodaru, MUTOIIIa3Ma KOTOPIX
BBITVISIAT «reHucToi» [4,7]. Onucanbl ciydan BB ¢ manudecranueii Bo BHYTpUYTPOOHOM
nepuofie B BUIE HEKPO3a HAAMOYEUYHUKOB, TMOJIUTHAPOAMHHOHA, HakomiaeHus OX u
MHUKPOBE3UKYJISIPHOTO cTearo3a meueHu [9]. BB Moxker OBITh NPUYMHONW BHYTPUYTPOOHOM
rubemu tiona. Ilpu ayromcuum Ha 17-if Hemene OEpeMEHHOCTH TIPOJAEMOHCTPUPOBAHO
HAKOIUICHWE JIMIIMJOB B TEMATONHMTAX W CHHIMTHOTpodoOIacTax, a TakkKe HEKpPo3 B
HAIMOYCYHUKOBON Kkenme3e mioaa [6]. V3MeHeHHs cO CTOPOHBI IMEYEHH MOTYT IIHPOKO
BapbUPOBaTh: OT MUHUMAIBHOTO CHHAPOMA IUTONU3a A0 MPHU3HAKOB MEUYEHOYHO-KIETOYHOMN
HEJOCTATOYHOCTH. Y OOJBIIMHCTBA TAI[UCHTOB OIPEACIISIOTCS TermaTOMEraiis, IMOBBIIMICHUE
YPOBHSI TpaHCAMUHA3 PA3JIMYHOM CTETICHH BBIPAKEHHOCTH. B HEKOTOPBIX CIIydasX OIHCAHBI
JKENTyXa U CHHAPOM XosecTaza. YacTo BCTpedaromMMcs JabopaTopHbIM Ipu3HakoMm mpu bB
SBIISIETCS TTOBBIILICHUE YPOBHEH JTaKTaTIETHAPOTeHa3bl M CBIBOPOTOYHOTO (PeppPUTHHA HAPSIY CO
CHW)KCHHEM TeMOTJIOONHA, a TaKKe MPU3HAKK TUToKoarysiuu. [Ipu uccieoBaHuy JTUITHIHOTO
poQ IS BBISBIISCTCS AUCIUITAEMHUS: TTOBBIIIICHNE 00IIEro XoJecTepruHa, onucannoe y 81-90%
narueHToB, 3a cuer JIITHIT (B 95% cny4daeB); cumxkenue JIIIBII - y 85-89% mnanueHnTtos;
noseimienne TI - y 48% manuentoB [2,6]. Ilpumepno B 50-60% ciy4aeB BBISBISIFOTCS
VBEJIMUCHUE W KaTbIU(PUKAINS HAAIMOYCYHUKOB IMPH YIBTPA3BYKOBOM, PEHTTEHOJOTHYCCKOM
WA THCTOJIOTMUYECKOM UccienoBanuu [2,6,7].

1.6.2 Knunuueckaa kapmuna npu 0071e3HU HaKonjaeHus IPupos Xxorecmepuna
(bHJX), c oebromom 6 éo3pacme cmapuie 1 200a

I[Ipu BHDX nabmomaercst Oosnee MemienHoe mnporpeccupoanue. JJIKJI sBmsercs

MYJIBTUCUCTCMHBIM 3a6OJ'IeBaHI/IeM, CUMIITOMBI MOTYT OBITH O6y0HOBHCHLI IMOpaAXKCHHUEM



pazIM4HbIX OpraHoB. OCHOBHBIMM MHIIICHSIMU SIBJIIOTCS TE€4Y€Hb, cene3eHka, KKT, moukw,
COCY/BbL.

Menanana NoSIBIICHUS TIEPBLIX CHMITTOMOB 3a00JIEBaHUsI COCTABIISIET S JIET, HO BO3MOXKHA
maHudecTarys u B Bo3pacte 68 ner [10].

[Iporpeccupytoiiee mopakeHHE IEUEHHU, XapaKTepu3yeTcs HaluYheM CHHJIpPOMa
UTONN3a, Termaromerainy, € QopmupoBanueM ¢ubpo3a U IUpPpo3a MEUEHU C Pa3BUTHUEM
MEYCHOYHON HEIOCTAaTOYHOCTH. [IpakTHuecKku y BCeX MAlMEHTOB HAONIOMAETCS TemaToMeraius
(OosbIe 3a cUeT MpaBOMl IO TMEYeHH), 00yCIoBIeHHas oTiokeHneM DXC B remaronurax u
kierkax Kymndepa.

W3meHeHus co CTOpOHBI Celie3eHKH OOYCIIOBJICHBI €€ YBEIMUEHUEM H3-32 OTIIOKEHUS
OXC B Makpodarax, a TakxKe HPOTPECCHPOBAHHEM IMPpO3a IMEYCHH C (OPMHPOBAHHUEM

HOpTaHBHOﬁ TUIICPTCH3UN, YTO TIPOABIIACTCA €€ YBCIMYCHUCM MW HapaCTaHUEM IIPH3HAKOB

TUIEpCIICHU3Ma (aHeMHUs, JeHKoneHus, Tpomoonuronenus). CruieHOMeraaus onpenensercs y
74% maruenros [2,10].

Cpenu OTKJIOHEHHWH B OMOXMMHYECKOM aHAIHM3€ KPOBH OOpaIlaloT Ha ceOsi BHUMaHHE
JUCIIUNIAJAEMUS U CUHIPOM IIUTOIM3A.

JlucnunuaemMusi TMpOSIBISETCS IOBBIIIEHHEM B CHIBOPOTKE KPOBHU YPOBHS OOILEro
XOJIECTEpUHA, XOJIECTEPHHA JIMIONPOTEMHOB HU3KOW IUIOTHOCTH W TPUIVIMLEPUAOB IIPU
HOPMaJIbHOM WJIM HHM3KOM YPOBHE XOJIECTEpUHA JIMIIONPOTEMHOB BBICOKOW IIOTHOCTH
(runepnunonporenHeMus IIb Tuma), 4To MOKET NPUBOAUTH K YCKOPEHHOMY pPa3BUTHUIO
atepockiepo3a. [1-5]. T'unepxonectepunemusi, BoisBisiemas y 81% mnamuentoB ¢ BHOXC, #
yBenuuenue koHueHtpauuu XC JIITHII, nabmogaromeecs noyT y Bcex manueHToB. Jlaxke mpu
TEpaluyu CTaTUHAMU THIIEPXOJIECTEPUHEMHMS ONPEACIAETCS y YETBEPTH, a BBICOKHN YPOBEHb
JIITHIT — y nmonoBuHbl nanueHToB. [Ipu aHannse anoiaumnonpoTeuHOrpaMMbl y OOJBIIMHCTBA
MALMEHTOB BBIABJISIOT MOBBIIIEHHE YPOBHA OCHOBHOro anosimnonporenHa JIITHIT — amoB. ¥V
MHOT'HMX MalueHToB cHuKeH ypoBenb XC JIIIBII B kpoBu.

Cunapom nuronusa - yBenudenue ypoBHs ACAT u AnAT nabmogaercss MpakTHYECKH Y
BCEX MAllMEHTOB M YacCTO CIYXHUT OJHUM M3 MEPBBIX MPOSBICHUN 3a00sieBaHUSA. AKTHUBHOCTh
3TUX (EPMEHTOB B KPOBU BapbUpPYeT B IIMPOKOM Juamna3zoHe (OT 2-5 HOpM, 10 MPEBBIILIECHUS
JaHHBIX TIokazarenel B 10-20 pas) [2].

VY yacTu NManMEeHTOB M3-3a BOBJICYEHMsI B MATOJIOIMYECKUN MPOIECC KUIIEYHHUKA TaKKe

HaOIIOAIOT JUapero, 00N B )KUBOTE, CTEATOPEIO.
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[Ipu pa3BuTuM HMpPpO3a MEUYEHHU y MALKUEHTOB BBIABISIOT XKENTYXY, aCLUT, BAPUKO3HOE
pacumipenue BeH nwmmieBoga [2,7]. HWwmerorcs cBemeHMs O 2 CiydasX — Pa3sBUTHS
rernaTonesuoIsIpHON KapuuHoMbl Ha pone BHOXC [11].

Kanmprupukanus HAAMOYCUYHUKOB, OOHApY)KHBaeMas Yy TIIOJIOBUHBI IallUEHTOB C
uHdanTuabHoi Gopmoit JJIKJI (6onesnpio Bonbmana), omucana juiib y 5% MalUeHTOB C
BHOXC [2,10]. BcneactBue paHHEro pa3BUTHS aTepoCKiepo3a Yy IMAlHUEHTOB YacTo
nabmopatorca UBC, aneBpusma aoptel 1 OHMK B panneMm Bo3pacre.

[Ipu HanmuuuuM y maryeHTa MPU3HAKOB CTEATO3a MEYEHHU, OTPUIIATEIIbBHOM aJIKOTOJIBHOM
aHaMHe3¢ U OTCYTCTBUM CTUTM XPOHHYECKOW aJKOTOJIbHOM MHTOKCHUKAUUU (yBEIWYCHHE
OKOJIOYIIHBIX ~ JKele3, KOHTpakTypa JliomiouTpeHa u  Jp.) HEOOXOJUMO IPOBOIUTH
muddepenmmanpayto  quarnoctuky HAXBII u JJIKJI (BH3XC). B moms3sy BHOXC
CBUJICTEJICTBYIOT HavasIo 3a00JIeBaHUs B BO3pacTe /10 25 JIeT, OTCYTCTBHE CaXxapHOro Anadera u
oxxupenus. Coueranue creatosa nedeHu, aucaunuaemuu tuma Ilb u cineHomeranuu y nereit u
MOJIOJBIX JIUI[ ¢ HOpMaJlbHOW Maccod Tena xapakrepHo it bBHOXC. Eciom y manuenra c
HAKBII xoppekiust Macchl Tea U INIMKEMHUH HE NIPUBENIA K PErPECCUU CTEaT03a MEYEHU, Y HETO
HyxkHo wuckimounth BHOXC. BHOXC crnemyer 3amofo3puTh y MOJIOABIX MAIUEHTOB C
PE3UCTEHTHOM K CTaTMHAM THUIIEPXOJECTEPUHEMHUEH, reraTtoMerained U yBEJIUYCHHEM YPOBHS
AnAT u AcAT B ceiBopoTke kpoBH (IIpunoxenne ['2) [2,10].

1.6.3 3ab0neeanusn co cxoonoii ¢ /IVIKJI knunuueckoit kKapmunoi

Huddepenunansuas nuarnoctuka JJIKJI Taxke npoBoauTes ¢ IpyrumMu JIM30COMHBIMU
Oone3HaAMU HakomuieHus - Oone3Hpro Humanna-Iluka toim A, B, C, Oomne3npio [omre,
TaHTJIMO3UI03aMH, a TaKXKe HapyIICHHsIMH OOMEHa TIUKOT€HA, JKUPHBIX KHUCIOT, KEITYHBIX
KHCTO0T, Oone3Hpto Bunscona-KoHnoBanoBa, cemeitHOM runepxoyiecTepuHeMueii, HealKoroJIbHOM

KUPOBOH Ooste3Hbt0 nieuenu [1,10].

2. InarHoCcTUKA 3200/1eBaHNS WIN COCTOSIHUSA (TPyNnbI 3200/1eBAHNH WJIH
COCTOSIHMI), MEIMLMHCKHE MIOKA3AHUA M NPOTHBOIOKA3AHUA K NIPUMEHEHHIO

METO/10B JMATHOCTHKH

I[I/Ial“HOS I[.HK.H YCTAHABJIMBACTCAd Ha OCHOBAHHUH COBOKYIIHOCTH AHAMHCCTHYCCKUX U
KIIMHUYCCKUX TaHHBIX, PC3YyJIbTATOB na60paTopHor0 HUCCICI0BaHUA (6I/IOXI/IMI/I‘-ICCKOTO n

MOJIEKYJISIPHO-T€HETUYECKOT 0 AHAIN3a).

2.1 Ka100b1I M aHAMHE3
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[Ipu cObope anamHe3a U xkamo0 PEKOMEHIOBAaHO OOpaTUTh BHUMAHHE Ha CIEIYIOIINE

JKaJIOOBI M aHAMHECTUYECKHE COOBITHA:

OTATOIICHHBIA CEMEHHBIN aHaMHe3 (CXOIHBIC CUMIITOMBI Y POJHBIX OpaTheB H
cecTep npobana, OJIM3KOPOICTBEHHBIN OpaK);

CJIyuau BHE3AITHOM JIETCKOH CMEPTH B CEMbE;

3ajiepKKa (PU3HMUECKOTO Pa3BUTHUS;

cJ1a00CTh, MOBBIIIEHHAS YTOMIIIEMOCTD;

reraToOMerajys Uil renaToCcIeHOMeT s,

nuapesi, 00U B JKMBOTE, creatopes (IPU BOBJICYCHHOCTH B ITATOJIOTHYECKUHN
MPOLIECC KUIIEUYHUKA)

HOCOBBIE KPOBOTECUCHUS

KenTynrHoCTh KOXKHBIX TOKPOBOB

aCIIUT

BapUKO3HOE pacIIMpPEHUE BeH MUIIEBO/Ia (TIPU Pa3BUTHH LIUPPO3A NIEUECHHU )

2Kano0bl 1 aHaMHE3 TaK)Ke OIMMCAHBI B Pasaciic «KKIIMHHUYCCKad KapTUuHa».

2.2 Pu3ukajabHoe 00CaeT10BAHUE

2.2.1 @u3ukanvnoe oobcnedosanue npu unpanmunvnoi ¢opme JJIKJI (60ne3nu

Bonvmana)

HpI/I OCMOTpPE HCO6XOI[I/IMO O6paTI/ITB BHUMAaHHC Ha OCHOBHBIC KIIMHUYCCKHUC ITPOSABICHUA

JJIKJI y nereit:

VYBennueHne pazMepoB NIEYEHU

YBenuueHne pasmMepoB CENIE3EHKU

YBenuueHne pasmMepoB KUBOTA

CunapoMm manbabcopOIuu

Hedunmt pocta 1 Macchl Tena

KenATynmHocTh KOKHBIX TOKPOBOB

[Tpu3Haku cepaeyHON HETOCTaTOYHOCTH (B JIFOOOM BO3pacTe)

2.2.2 @u3suxanvHoe o00ciedoéanue npu 001e€3HU HAKONAEHUA IPupos

xonecmepuna (bHJX), ¢ 0edromom 6 eo3pacme cmapuwe 1 2ooa

IIpu

OCMOTpEC HCOGXOI[I/IMO 06paTI/ITL BHUMAHUC Ha OCHOBHBIC KIIMHHUYCCKUC

nposienenus JJIKJI y B3pocibix:

VBennueHne pazMepoB NIEYEHU

YBenuyeHne pa3MepoB Celle3eHKN
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- Ilpu3Haku cep/ieuHON HETOCTATOYHOCTH
- Jedunut pocta 1 Macchl Tena,
[TonpoOHO maHHBIE (U3MKAIBLHOTO OOCIEAOBAHUS OMHCAHBI B pas3felie «KIMHUYECKas

KapTHHAY.

2.3 JIaGopaTopHbIe AMATHOCTHYECKHE HCCIEeI0BAHUS

2.3.1 Jlabopamopnsie ouaznocmuyueckue uUcciled06anus npu UHGanmuivHoi gopme
JUIKJI (60ne3nu Bonvmana)
. Bcem nanumentam ¢ nogo3penueM Ha JIJIKJI pekoMeHn0BaHO onpeneneHnue akTUBHOCTH
JU30COMHOM KHCJIOW JTUTA3bl B MATHAX KPOBH, BRICYIICHHBIX Ha (PMIBTPOBAIBHON OyMare Wid B
JerKouuTax, s Bepudukanuu quaruosa [15,16].
YpoBeHb yoeIUTEJILHOCTH 10KA3aTeJILCTB B (YpoBeHb 10CTOBEPHOCTH peKoMeHaanuu — 1).
KommenTapwuii: Onpeoenenue axkmusnocmu JIKJI 6 cyxux namHax Kposu no3680./s1em
noomeepoums uau onpogepehyms ouacnosz [JIKJI u sensemcs «3010mulM cmManoapmomy
ouaznocmuku 3mozo 3abonesanus. Ilpasuna 3a60pa Kposu Ha Kapmouky-@uibmp npuseoeHvl 6
npunodcernuu 1'3.
. PexomenaoBaHo mpoBeeHHE MOJEKYISIPHO-TEHETUYECKOTO HCCIIEIOBAHUS (BBISIBICHUE
mytanuii reHe LIPA) mamnueHTaM y KOTOpBIX BBIABIECHO cHIDKeHHe akTuBHOCTH JIKJI ¢ 11embio
MOATBEPKJECHUS AMArHo3a Ha MOJEKYJISIPHO-TEHETUYECKOM YPOBHE U MOCIEAYIOIIET0 MEIUKO-
TeHETUYECKOT0 KOHCYIbTUPOBaHUs ceMbH [4,14].
YpoBeHb yoeauTeIbHOCTH 10Ka3aTeJIbCTB B (YpoBeHb 10CTOBEPHOCTH peKOMEHIAIUH — 2).
Kommenrtapuu: Xoms oOonvwuncmeo nayuenmoe c J[JIKJI sensromces comozucomamu uiu
KOMNAYHO-2emepo3u2omamu no Mymayuam 6 kooupyowei ooracmu eena LIPA, y nHekomopwix
nayuenmos Mo2ym Oblmb UHMPOHHbIE MYMayuu, He 6blsslsemMble Nnpu NpoeedeHuU
CMAHOAPMHO20 2eHeMU4ecKo20 Uccreoosanus. Takoce namo2eHHOCMb GblAGIEeHHbIX PEOKUX U
HOBbIX Mymayuil mpebyem O0onoiHumenvhvlx Ookasamenbcme. Kpome mozo, 6 nacmoswee
8pemMs He YCMAHOBIEeHA KOpPPenayus Medcoy 2eHOMUNOM U (DEeHOmunom, 6 CeA3U, ¢ yem
MOJIEKYIAPHO-2eHemU4ecKkoe UCCLe008anue NpuUMeHsemcs Onsd NOOMEePIHCOeHUs, d He
yemanosnenuss  ouaenosa JJIKJI.  Buwisenenue cemeunou mymayuu eewa LIPA Oenaem
B03MOAUCHBIM 00CNe008aHUe POOCMBEHHUKO8 NPOOAHOA, a MAaKdice NpogedeHue NPeHamaibHoU U
NPEUMNIAHMAYUOHHOU OUASHOCMUKU.
. PexoMenayercsi mpoBeneHHEe KIMHUYECKOro aHanu3a kpoBu (OOImiero (KIMHAYECKOTO)
aHaJn3a KPOBU Pa3BEPHYTOI0) BceM nanuentam ¢ nogo3penurem Ha JIJIKJI u nanee B nuHamuke
............ C LIEJIbIO BBIABJICHUS aHEMHUH, TpoMOoiuronenuu [6,10,14].

YpoBeHb yoeauTeabHOCTH 10Ka3aTebeTB C (YPOBEHD I0CTOBEPHOCTH peKOMeHAamuu — 3).
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KommenTapum: Kiunuueckuu ananuz kposu nayuenmos c J{JIKJI mooxcem evisisums anemuio,
JIeUKONeHUI0, mpoMOOYUmMoneHuo.

Ilamoecenemuueckue mexanuzmvl OPMUPOBAHUA AHEMUU U MPOMOOYUMONEHUU He 00 KOHYA
uzyuenvl. OOHUM U3 BO3ZMOINCHLIX MEXAHUZMOB AGIAENC HAKONIEHUe IPUpos8 xoiecmepuna u
MpUIUYEpUO08 8 KIemKax MaxKpogpazanbHo-moHoyumapHou cucmemol. Kpome moeo, anemus
Modicem uMemv Kaxk aiuMeHmapuwii 0euyummubslii Xxapakmep, max u sIamvcs cledcmsuem
eunepcnienuzma.  Tpomboyumonenus — asisemca — cleocmeuem — UunepcnieHusma  npu
Gopmuposanuy nOPMANLHOU UNEPMEH3UU, HApsAOYy C IMUM ONUCAHbL CIYHAU BMOPUUHO2O
eemoghazoyumapHo2o TUM@PoSUCmuoyumo3sa

o PekoMeni0BaH OMOXMMMYECKUIN aHAIU3 KPOBU BCEM MNAIMEHTAM IPU JUArHOCTUKE U B
polecce TMHAMUYECKOT0 HaOIIOAeHUS . .. . ... .. JUIA onpeeneHns PyHKIIMOHAIBHOTO COCTOSTHUS
MEYEeHU, KOTopass sBisieTcs OAHMM U3 opraHoB-mumieHedt npu JJIKJI (ompenenstor
anannHaMmuHoTpaHcgepasy (AJIT), acmapratamunorpancdepasy (ACT), oOumii u npsmoit
ounmupyouH, xonecrepus, JIITHIT (MccnenoBanue ypoBHS X0JecTEpHUHA JTUITONPOTEHHOB HU3KON
wiotHoctH), JITIBIIT (MccnenoBanue ypoBHS X0JIeCTEpUHA JTUMONPOTEUHOB BHICOKON MIIOTHOCTH
B KpPOBU ), TPUTTHUIEPUIbI, albOyMHUH, ramMmariyraMuiaTpancdepasy, aKTUBHOCTh IIETOYHOM
docdarassr B kpoBu) [12-14, Kohli R, Ratziu V, Fiel MI, Waldmann E, Wilson DP, Balwani
M. Initial assessment and ongoing monitoring of lysosomal acid lipase deficiency in children and
adults: Consensus recommendations from an international collaborative working group. Mol
Genet Metab. 2020;129(2):59-66. doi:10.1016/j.ymgme.2019.11.004 ].

YpoBeHb yoenuTeIbHOCTH 10Ka3aTebeTB C (YPOBEHD JOCTOBEPHOCTH PeKOMeHAauu — 3).
KommenTapuu: y 6onvwuncmea nayuenmos ¢ JJIKJI evisgnsarom nosvlulenue akmuHOCMuU
mpancamunaz (AJIT, ACT), eunepxonecmepunemuro, Unepmpueiuyepuoemuro, yeeiuueHue
Konyenmpayuu JIIIHII, y mnocux nayuenmos cuudxcero xoauvecmeo JIIIBII ¢ kpoeu. Ilpu
ananuze anoaunonpomeuHoZpamMmyl y 60IbUUUHCMBA NAYUEHMO8 BbIAGIAIOM NOGbIUEHUE VYPOBHS
ocHosHo2o anoaunonpomeuna JIIIHII - anorunonpomeuna B. V nayuenmos ¢ ungpanmunvhou
gopmoii JIJIKJI onpedensemcs nosviwenue yposus JII', peppumuna.

o PekoMeH10BaHO HCCieI0BaHUE YPOBHSI MOYEBHMHBI, KPEATUHUHA B CHIBOPOTKE KPOBU C
OTIpeNie]IEeHUeM CKOPOCTH KIIyOOUKOBOW (uibTpamMu BceM NalMEHTaM MpH JUarHOCTHKE
3a0o0neBaHMg M KaXable 3 Mecsma A0 JOCTHXKEHHs Bo3pacTa | roxa, namee — Kaxable 6-12
MECSIIEB C IIEeNbI0 KOHTPOJIA (YHKIMH MOYEK M CBOEBPEMEHHOM JMAarHOCTUKH HapyIIEeHUS
noueunoi ¢pyuknuu [Kohli R, Ratziu V, Fiel MI, Waldmann E, Wilson DP, Balwani M. Initial

assessment and ongoing monitoring of lysosomal acid lipase deficiency in children and adults:
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Consensus recommendations from an international collaborative working group. Mol Genet
Metab. 2020;129(2):59-66. doi:10.1016/j.ymgme.2019.11.004 ]..

. JletssM mepBOro roja KM3HM C MOJ03peHHeM Ha uHpaHTWwibHYI0 (opmy JIKII
PEKOMEHIOBaH OMOXMMHYCECKHI aHalIu3 KPoBH i onpeneneHus yposas JIAI, depputuna u C-
peakTuBHOTO Oeika [6].

YpoBeHb yoenuTeabHOCTH 10Ka3aTebCTB C (YPOBEHDb 10CTOBEPHOCTH peKOMeHIauu — 1).
KommenTapuu: y nayuenmosé ¢ ungpanmunvrot gopmou JIKJI onpedensemcs nogviuenue
yposusa JIII, heppumumna.

o He pexoMenoBana 6uoricus rne4eHy B KaueCTBE pyTHHHOTO METO/Ia ISl IOATBEPKACHUS
nuarnosa JIJIKJI [14, 17].

YpoBenb  yOenurtenbHocTH  JaokazareJbcTB C  (YpoBeHb  /10CTOBEPHOCTH
pexkoMeHaanum — 4).

Kommenrtapuu: Ilposodumcs ¢ yenvto oyeHku cOCMOAHUA MKAHU NedeHu, HATUdus u
8bIPAdICEHHOCMU cmeamo3a, cmaouu @uoposa. Makpockonuuecku neueHb umeem APKULL
JHCENMO-OPAHIICEBLINE  YBEM,  SUCMONOSUYECKAs  KAPMUHA — XAPAKMepu3yemcs  Haiuduem
MUKDOBE3UKYTIAAPHO20 cmeamo3a, «nenucmuvlxy Kkiemox Kyngepa, npusnaxoe ¢ubpoza u
yupposa neuenu [10,17].

2.3.1 Jlabopamopnvie OuazHocmuueckue uccie006anus npu 001e3HU HAKONIEHUSA

agpupoe xonecmepuna (bHIX), c oeoromom ¢ eo3pacme cmapue 1 2ooa

2.4 UncTpyMeHTAIbHbIE TUATHOCTHYECKHE HCC/IeI0BAHUSA
. PexomennoBaHo mpoBeneHue yibTpa3BykoBoro wuccienoBanus (Y3U) OpromHoi
nonoctu (YIbTpa3BYKOBOE HCCIEIOBAHUE OpPraHOB OpIOMIHOM MOJOCTH (KOMIUIEKCHOE)) U
3a0pIOIIMHHOTO TIPOCTPAaHCTBA  BceM mamueHtam ¢ mnoao3peHuemM Ha JUJIKJI u mocne

na6opaTopHor0 MOATBCPKACHUA JUArHo3a € HEJIbI0 KOHTPOJA COCTOSHHA BHYTPECHHUX OpPTraHOB

[2,6,10,14].

YpoBeHb  y0eoIUTEJBHOCTHM  /0Ka3aTeJbCTB B (YypoBeHb  /10CTOBEPHOCTH
peKoMeHaanum — 2).
KommenTtapuu: Y3/ neuenu u cenezenku no3eonsiiom 6vlsgumv yeeaudeHue neyeHu U pexce
cene3enKu, cmeamos, Guopo3 uiu yuppos nedeHu, Karbyudukamol HAONOYEYHUKO8, NedeHu U

CEJIE3ECHKU.
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. PexomennoBano nposenenrne MPT opraHoB OpromrHOW IMOJIOCTH BCEM MAI[MEHTaM C
JUIKJI moce nabopaToOpHOTO MOATBEPKACHUS IUArHO3a C IEJIbI0 KOHTPOJIS COCTOSIHUS TTEUEHU

npu nposeaeunn O3T [19-24].

YpoBeHb  Y0eQUTEIbHOCTH  JI0KAa3aTeJbcTB B (YpoBeHb  /I0CTOBEPHOCTH
peKoMeHaaAnNN — 2).
KomMmeHnTapuu: nposedenue xoauuecmeenHoll oyenKu sHcuposoi oucmpoghuu neveru (no MPT)

Heobx00umo 0151 nociedyroweco KoHmpous sgpgpekmusnocmu O3T.

HHobasumv Dnacmoepaguio nevenu

https://www.sciencedirect.com/science/article/pii/S1096719219307358?via%3Dihub

. PexoMenjoBaHO npoBecHHE 330(aroracTpoIyoAeHOCKOUHU BeceM nanuentam ¢ JIJIKJT
nocJie J1abopaTOpHOTro MOATBEPIKACHUS JUArH03a NPy HATMYUU COOTBETCTBYIOLIUX KAI00 UITU
MPU3HAKOB MOPTAIBLHON runepTeH3uu (60IH B )KUBOTE U Y 3-MIpU3HAKAX HAPACTAHUS Pa3MEPOB

CEJIC3CHKH U PACIIMPEHUs] BOPOTHOM M Celie3eHOUHOM BeH) [14].

YpoBenb  yOenurTeqbHOCTH  J0Ka3aTteJbcTB C  (YpOBeHb  JOCTOBEPHOCTH
pexoMeHaamum — 3).

Kommenrtapuu: nposedenue 1 J[C y nayuenmos ¢ ¢ubpo3zom nedenu, npusHaKamu
NOPMANLHOU 2UNEePMeH3UU HeoOX00UMO OJisl OYEHKU CMENeHu BaApUKO3HO20 PACUUPEHUs GeH
nUWes00a U y2po3vl KpOGOmeyeHus
. Bcem mammentam ¢ ycranoBiaeHHbIM auarHo3om JJIKJI pexkoMeHmoBaHO HpoOBEAEHUE
V3U GpaxuonedalbHbIX CTPYKTYp (OpaxuonedanbHbIil CTBOMI, 001ast, BHYTPEHHSSA U HapyKHas
COHHAas apTEpHH, IMO3BOHOYHAS W TOAKIIOYMUYHBIE APTEPUU: OLEHKA MX IUAMETpa, CTEHOK,
CKOPOCTH KpOBOTOKA, HaJIWYMs/OTCYTCTBUS UX CTeHO3UpoBaHus, tonumHel KWUM) nns
JIMarHOCTUKH aTepOCKIIepO3a U OIIEHKH ero BeipakeHHoctu [10,14,18].

YpoBenb  yOenutenbHocTH  JokaszareJbcTB  C  (YypoBeHb  /10CTOBEPHOCTH
pexoMeHaanuu — 4).

o [Ipy HamM4YMM U3MEHEHUH CO CTOPOHBI CEPAEYHO-COCYAMCTOM CHUCTEMBI HEOOXOAUMO
uccnenosanre DKI' 1, o MokaszaHusM, CyTOYHOTO €r0 MOHUTOPUPOBAHUS.

Yposenb  yOenurTenbHOCTH  J0Ka3areJbcTB C  (YpoBeHb  J0CTOBEPHOCTH
pexoMeHaanuu — 4).

o PekoMeH70BaHO ~ B3pOCIBIM  TallMEHTaM MIpOBEJICHUE cTpecc-TecTa
(Onexrpokapauorpadusi ¢ (U3HUECKON HArpy3Kod) Ui OIIEHKH COCTOSHUS CEpACYHO-

COCYAMCTON CHUCTEMBI KaKIple 1-2 rojga npu HaIU4YMM aTEPOCKIEPO3a M Kaxkible 2-5 JeT — y
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crabunbHBIX manueHToB [Rohit Kohli, VladRatziu, Maria IsabelFiel, ElisaWaldmann, Don
P.Wilson, ManishaBalwani Initial assessment and ongoing monitoring of lysosomal acid lipase
deficiency in children and adults: Consensus recommendations from an international
collaborative working groupMolecular Genetics and Metabolism Volume 129, Issue 2, February
2020, Pages 59-66].

YpoBenb  yOeauTeqbHOCTH  J0Ka3aTreJbcTB C  (YpOBeHb  /I0CTOBEPHOCTH
peKoMeHaanuu — 5).
L PGKOMGHIIOBaHO B3pOCJIBIM HaUCHTaM IIPOBCACHUC 3x01<apz[1/10rpa(b1/m KaXabIC 1-2
roJia MpU HAMYHH aTePOCKIepo3a U Kaxable 2-5 JeT — y crabmibHbIX nanueHToB[Rohit Kohli,
VladRatziu, Maria IsabelFiel, Elisawaldmann, Don P.Wilson, ManishaBalwani Initial
assessment and ongoing monitoring of lysosomal acid lipase deficiency in children and adults:
Consensus recommendations from an international collaborative working groupMolecular
Genetics and Metabolism Volume 129, Issue 2, February 2020, Pages 59-66].

YPOBeHb yﬁe}IHTeJIbHOCTI/I A0Ka3aTeJIbCTB C (yPOBeHb AOCTOBEPHOCTH
pexoMeHaanuu — 4).
° PGKOMGHHOBaHO B3pOCJIBIM IMallMCHTaAM AYIIJIICKCHOC CKAHHUPOBAHUC SKCTPAKpAHHUAJIbHBIX
oT/1esI0B OpaxuoredanbHbIX apTepuil Kaxaple 1-2 roma npy HAJIUYHKM aTEPOCKIEpO3a U KaXIple
2-5 ner — y crabunpHbix manueHToB [Rohit Kohli, VladRatziu, Maria IsabelFiel,
Elisawaldmann, Don P.Wilson, ManishaBalwani Initial assessment and ongoing monitoring of
lysosomal acid lipase deficiency in children and adults: Consensus recommendations from an
international collaborative working groupMolecular Genetics and Metabolism Volume 129,
Issue 2, February 2020, Pages 59-66].

YPOBeHI) yﬁeJII/ITeJILHOCTI/I A0Ka3aTeJabCTB C (ypOBeHb AOCTOBEPHOCTH
pexkoMeHaanum — 4).

carotid intima-media thickness scan

Optional assessments: for adults, ankle-brachial index test, angioCT, coronary artery

calcium scan

2.4 Nnasi AMarHocTuKa

° BceMm manmenTam ¢ ycranoBiaeHHbIM quarno3om JIJIKJI pekoMenioBaHa KOHCYJIbTALUS

Bpava-JIMEeTOJIOTa C 1IeJIbI0 HA3HAYCHUST HU3KOXKUPOBOH ueTh [2,14].

YpoBenb  yOenutenbHOCTH  aokasareJbcTB C  (YpoBeHb  10CTOBEPHOCTH

pexoMeHaanum — 4).
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Kommentapuu: [llayuenmam c JJIKJI neobxooum noobop cneyuanus3upo8aHHou ouemsl ¢

OCPAHUHYERUEM IHCUBOMHBLX HCUPOE.

) BceMm nanuenTtam ¢ ycranoBieHHbIM auarHo3om JIJIKJI pekomeHgoBaHa KOHCYJbTaIus
Bpaya- KapJuoJjora (Kapauoyora AeTCKOT0) ¢ LEJbI0 OLIEHKU HAPYIIEHUNH CepJeYHO-COCYIUCTON

cucremsi [2,10,14,18,24].

YpoBenb  yoOenutTeabHOCTH  Joka3areqbcTB  C  (YPOBEHb  JI0CTOBEPHOCTH
pexoMeHaanuu — 4).

KomMmMmeHnTapuu: noxazaua 01 onpedenenus cepoeuHo-cocyoucmo2o pucka.

o Bcewm namuenTam ¢ YCTAHOBJICHHBIM JUAIHO30M I[.HK.H PCKOMEHAOBaHa KOHCYJIbTAllUA

Bpava- HEBPOJIOTa C IEJIbI0 OIIEHKU HAPYIICHUH HEPBHOM cucTeMbl [ 14].

YpoBenb  yOenurTeqbHOCTH  J0Ka3aTeJbcTB C  (YpOBeHb  JOCTOBEPHOCTH
pexoMeHaanuu — 4).
KomMmmenTapuu: nesponocuueckue napyuwienus xapaxkmepmuvl 015 nayuenmos ¢ bB. U moeym

6KII0O4Yamb. MblUUEUHRYIO cUNOMOHRUIO.

Y nayuenmos ¢ BHOX nesponozuueckue HapyuieHus 6Cmpedaromcs 60 63pOCIOM 6803pacme U
ABNAIOMCA  6MOPUUHBIMY, BbI36AHHBLIMU AMEPOCKAEPOMUYECKUM NOPAIHCEHUEM COCYO08

20JI0BHO20 MO032a.

KOHCy.]'IBTaI_II/II/I Apyrux CHeuaJIMCTOB IMAaUCHTaM C IIOJO03PCHUCM Ha Z[.HK.H nim cC

YCTAaHOBJICHHBIM JHArHO30M PCKOMCHAYIOTCA 110 IMOKA3aHUAM.

3. JleyeHue, BKJIKOYAS MEeIUKAMEHTO3HYIO M HEMEIUKAMEHTO3HYIO Tepanumu,
AUETOTEePanuIo, 00e300/1UBaHNEe, MEAUINHCKUE TOKA3AHUS U

MNPOTHBOINIOKA3aHUA K IPUMCHCHUIO METOA0B JICUCHUSA
Jleuenue J[JIKJI exntouaem kaxk namozenemuyeckyio mepanuto - Hasnayerue O3T, max u
nposedeHue cumnmomamuyeckot mepanuu. Bedenue nayuenmos c JJIKJI npeononacaem
MYTbMUOUCYUNTUHADHBIIL NOOX00 C 0053aMeNbHbIM  YUacmuem 2eHemuKos, Kapouoio2os,
2acmpoIHmMepPoN0208 U epaveli Opyeux CHeyuarbHOCmel, UMEWUx Onblm 6 JleUeHUuu Mmoo

peokoco 3a001e8anUsL.

3.1 IlaToreHeTrn4eckoe JeuyeHue
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. PexomennoBano mnpoBeneHue ¢GepMeHTHON 3amecturenbHoi Tepanuu (P3T) Bcem
nalueHTaM ¢ ycraHoBleHHbIM auarno3oMm JUJIKJI ¢ menbro 3amensieHusi MpoOrpeccupoBaHUS
3a00JIeBaHUsl, YMEHBILIECHUS pa3MEpPOB IICUEHU U CEJE3€HKH, perpecca WM cTabuiuzanuu
¢bubpo3a neueHu, ycTpaHeHUS TUCIUITUIEMUH, YMEHbIIEHUSI HAKOIIJICHHs 3(UPOB XOJIeCTepHHA
B OpraHax u Tkausx [19-23].

YpoBeHb  yOenMTEJbHOCTH  JI0Ka3aTelbcTB B (YpoBeHb  /10CTOBEPHOCTH
peKoMeHaaANu — 2).

Kommenrtapuu: [lpenapamom ons D@31 saensemcs Cebenunaza anvgpa™** (koo ATX
A16ABI14). B 1 mn pacmeopa codepacumcs cebeaunasvi arvha*™ 2 me. Omo pekomoOunanmuas
Gopma uenogeueckol JAUBOCOMHOU KUCIOU JUNA3bL, HPOU3BOOUMAS C UCNONb30BAHUEM
mexHonocuu pexomounaumuou J[HK 6 kiemounou «xynemype Kypunoeo saiya. DP3T
npeoHa3HaueHa O 80CCMAHOBICHUS YPOBHS IHIUMAMUYECKOU AKMUBHOCMU, 00CMAMOYHO20
0151 2UOPOAU3A HAKONIEHHBIX IhUpo8 Xonecmepuna u 0asi NPpeOOmepaujerus ux OalbHelue2o
Hakonnenus. Ilocne esedenus ceberunaza anva™* 6Gvicmpo 6b1600UMCA U3 CUCIEMHO2O
KPOBOMOKA U NO2IOWAemcs KIemKamy, HNOCMYNnds 6 UX JU30COMbl Yepe3 MAaHHO30-6-
docpamnvie peyenmopul.

Beeoenue npenapama ocywecmensiemcs napenmepanbHo 8 6uUO€  GHYMPUBEHHBIX
unghysuu. Beedenue ocywecmensemcs uepe3 nepugepuueckuti 6eHO3ublli Kamemep (Kamemep
nepughepuveckuil) unu  uepez  nopm-cucmemy  (nopm  UHQY3UOHHBIN/UHDEKYUOHHDBL,
umnaaumupyemolii ***), komopule ycmanasnusaomes co2nacHo mMemoouiecKkum pyKosooCcmeam
«Benosmnwiti 0ocmyn, 2019 (https://msestra.ru/download/file.php?id=4763) c ucnonvzoeanuem
HeobX00uMblX  Jlekapcmeennvlx  cpedcms. lIlopm-cucmemsbl  yCmaHasau8aOmcs,  CO2NACHO
Pacnopsoicenuro Ilpasumenvcmea Poccuiickoii @edepayuu om 31.12.2018 Ne 3053-p «O6
VMBEPHCOeHUU NepedHs MeOUYUHCKUX U30enull, UMNIAHMUPYEMbIX 8 OP2aHU3M Yelo8eKd npu
OKA3aHUU MEOUYUHCKOU NOMOWU 8 PAMKAX NPOSPAMMbL  20CYOAPCMBEEHHbIX — 2APAHMULL
becniamuo2o OKAa3aHus 2panicoaHam MeOUYUHCKOU NOMOWU, d MAKHCe NepeyHsi MeOUYUHCKUX
u30enuti, OMNycKAemuvlx no peyenmam Ha MeOuyuHcKue uzoeius npu npedocmaeieHuu Habopa
COYUANBHBIX YCTLY2H.

Pexomenoosannwiti pestcum 0ozuposanusi 3asucum om eospacma. [lemam cmapuwe 6
Mecsayes U 83pOCablM npenapam 6600am u3 pacuema 1 me/ke xascovie 2 nedenu. /s oemeti 0o 6
Mecayes pekomMeHOyemas HauyanvHas 0o3a cocmasisiem 1 me/ke enympugenno 1 paz 6 nedenio; 6
3a8UCUMOCMU OM KIUHUYECKO20 Omeema ciedyem paccMompems 803MOACHOCb NOCMENEHHO20

yeenuuenuss 003uposku 0o 3 me/ke 1 paz 6 nedento. Heobxooumwiti o6vem npenapama meoienHo
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PA38005M 68 HYIHCHOM 00beMe (PU3UOIO2UYECKO20 PACmMEopa co2iacho eecy (npunodicenue I4).
Becv neobxooumwiii 06wem pacmeopa dondicer Oblmb 66e0eH He MeHee YeM 6 medenue 2 4acos.

Credyem obpawjamsv eHUMAaHue Ha COOMOOEHUe UHMEPBANO8 MedNCOy UHPY3UAMU U
He0onyCmumMocms nepepuvleos 8 mepanuu, m.K. HapyueHue pexrcuma ie4yeHus COnpo8OHCOAencsl
NOMEHYUATLHBIM PUCKOM YXYOULeHUS COCMOSHUS NAYUEHMA U NPOSPeCCUpO8anust CUMNIMOMO8
JJIKJL

Heobxo0um monumopune OCHOGHBIX napamempos meuenus 3abonesanus. bonee
nOOpoOHAs ungopmayus no MOHUMoOpuUH2y 3¢ppexma pepmeHmuoll 3amecmumenbHoOL mepanuu
JIKJI npusedena 6 npunosicenuu I'S.
o PekoMeH10BaHO TIpOBEICHUE MEIMKAMEHTO3HON NpeMequKaluu (aHTUTHCTAMUHHBIMU
npernapaTamu JijIsi CACTEMHOTO IPUMEHEHHSI W/HITH HECTEPOUIHBIMH IPOTUBOBOCTIATUTEIILHBIMU
U TMPOTUBOPEBMATHUECKMMH TpemapaTamu (uOympoden**)/mpenaparaMu Tpymmbl JIpyrue
AQHAIBMETUKU W AHTUIUPETUKU (MapaneraMmos™*)) mpu MosBIEHUU MOOOYHBIX AJUIEPIHUECKUX
peakiuii ¢ mocieayoiel nudysuei cedenumnassl anbda** [19-23].

YpoBeHb  yOenuTeJbHOCTH /IOKa3aTeJdbcTB B (YpoBeHb  /I0CTOBEPHOCTH
peKoMeHaaAnnr — 2).
Kommenrtapuu: V nayuenmos ¢ JJJIKJI, nonyuarowux D3T, xax u npu 6/ 8éedenuu 1106020
0pyeoco 0enKooeo npenapama, MO2ym pazeumvbcsi noOOuHble peakyuu (1uxopaokd, O03HOO,
peoma, KpanueHuya, msicenvle pPeakyutl SUnepuyscmeumensbHOCmu aulepeuiecKkoeo muna),
NPOUCX00AUee60 8peMst UHDY3uU ulu 8 medeHue OHs nposederus ungysuu. Ilpu nosenenuu
NOOOYHBIX peaKyull 80 8PeMa/Nocie UHPY3UU PEKOMEHOYemcs coomaeemcmesyoujee iedeHue, npu
KOMOpOM HeoOX00UMO C1ed08amb COBPEMEHHbIM CMAHOAPMAM OKA3AHUS MeOUYUHCKOLL
nomowiu (npomueopeomHuvle npenapamsi, aHTUTUCTAMUHHBIMU TIperapaTaMu Ui CUCTEMHOTO
NPUMEHEHUS, HeCmepoUOHbIMU NPOMUBOBOCNAIUMENbHBIMU U NPOMUBOPEBMAUYEeCKUMU
npenapamamu (ubynpoghen™*)/npenapamamu epynnol opyeue amaibeemuku U AHMUNUPEMUKU

(napayemamon™*), npenapamamu 2pynnol KOPMUKOCMepouowbl OJisk CUCIEMHO20 NPUMEHEHUSL).

3. 2 CuMnroMaruyeckoe Je4eHue

Bxutouaer HazHaueHUE TUETOTEpANMM, JIEYEHUs COIMYTCTBYOLIEH maronoruu. Parumon
nutanus nauenta ¢ JJIKJI nomkeH cooTBeTcTBOBaTH HOpMaM (PU3MOJIOrHYECKON TOTPeOHOCTH
110 OCHOBHBIM MaKpO- U MHKPOHYTPHUEHTAM C Y4eTOM BO3pacTa U moia, npuHaTbix B PO (MP
2.3.1.2432-08 - meroauveckue pekoMeHAAIuu). JlomyckaeTcsi OrpaHHYEHHE B paIHOHE
KHUpoB 10 30% OT 3HEpPreTHYecKol LEHHOCTH CYTOYHOTO panuoHa. J[onM HacBIIIEHHBIX, MOHO-
U TIOJIMHACBIIICHHBIX JKUPOB JOJKHBI OBITh PaBHBIMU. MaKCHMalbHO JOMYCTUMOE KOJIMYECTBO

xosecrepuna - 300 Mr/cyr, BO3MOkHO ero cHumxeHue a0 200 mr/cyTt. YpoBeHb Oenka JOJDKEH

20



COOTBETCTBOBATh (DU3UOJOTMYECKOM HOpME MOTpeOJIeHHs B 3aBUCUMOCTH OT BO3pacTa C
YBEJIMYEHUEM JI0JM PACTUTENBHBIX O€lKOoB. PekoMeHIyeMoe COOTHOIIEHHE PACTUTENIbHBIX U
KUBOTHBIX 0eNKoB cooTBeTcTBYeT 1:1. V3 *KHMBOTHBIX OEIKOB ClEeqyeT OTIaBaTh MPEINOUYTCHUE
peioe. HeoOXxoauMo oOrpaHuveHUE JIETKOYCBOSIEMBIX YIJIEBOJOB W YBEIMYEHUE CIOXKHBIX
YIJIEBOAOB U PAaCTUTENbHOM KieTyaTku. B nemnom, noss yriaeBoaoB aoikHa cocTaBisaTe 50-60%
OT PHEPIreTUYECKOM LIEeHHOCTH paunoHa. 13 Hux 7-10% - Ha 10110 JIerKOyCBOSIEMBbIX.

[Tpu 3aboneBaHUsAX MEUYEHHU NMPH HAIMYMM CHHIPOMA LUTOJIHM3a U XOJIECTa3a MOKa3aHO
Ha3HAa4y€HHE IpernaparoB ¢ TenaTONpPOTEKTUBHBIM JEMCTBUEM: Ipenaparbl pacTOPOIIIH
IATHUCTOH, aib(a-IUINOeBOM  KHUCIOTBbI, YPCOAE30KCHUXOJIEBOM KUCIOTBHI*™; Ha3HadYeHUe
IIOJIMBUTAMUHHBIX IIpenaparoB. KoMMeHTapuu: renaTolnpoTeKTOpbl JEKapCTBEHHBIE CPECTBa,
yJIydlIaloUMe MeTa0O0JMYeCKHE IPOLEcChl B IEYEHM, MOBBILIAIOIIME €€ YCTOMYMBOCTH K
aTOr€HHBIM BO3/ICHCTBUAM. [Tpenapatsl pacTopoIu MATHUCTOU oOnanarot
renaronpoTeKTUBHBIM neicTBueM, a ¥YIXK - renaTonpoTeKTHBHBIM M AHTHUXOJECTATUYECKUM
neiicrBueM. Aub(a-InnoeBas KUCIOTa y4acTBYET B IIpOLEccaX OKHCICHMS >KUPHBIX KUCIOT B
MUTOXOHJIPHSIX, YTO IOMHMO JHEProoOecreyeHus] KJIETKM, YMEHBLIAeT COJEp)KaHHE B HeH
cyOCcTpaToB UIsl CHUHTE3a TPUTIMIEPUAOB. HapylieHue KHUIIEYHOTO BCACHIBAHHS y YacTH
nanpentoB ¢ JIJIKJI mpuBOOUT K HEIOCTATOYHOMY YCBOEHHIO BHTAMHUHOB, 4YTO TpeOyeT
Ha3HAuYeHUs MOJMBUTAMUHHBIX mpenapatoB. Kpome Toro, Butamun E (Tokodepona anerar),
ABJSISICH  CTPYKTYPHBIM ~ KOMIIOHEHTOM  JIMOMJIHOrO  Oucios  MeMOpaH,  OKa3bIBaeT
CTAOWIM3UPYIOIIEEe JIEWCTBHE HAa MPOTOIUIa3MATHYECKHE U CYOKJIETOYHBIE MeMOpaHBI
renaronuToB. Kak aHTHOKCHJIAHT U MeMOpaHOCTaOMIIM3ATOp MPEayNpexkIaeT HapyLUIEHHUs CO
CTOPOHBI COCTaBa JKUPHBIX KHCIOT B JUOMJIHOW (pakIMM MHUKPOCOMAIbHBIX MeMOpaH H,
COOTBETCTBEHHO, 00J1a/1aeT TenaToNpOTEeKTUBHBIM JeiicTBueM. PeTuHo (BUTaMUH A) TOPMO3UT
cuHTe3 xonecrepuHa, noxaasuser [10JI B meyenu. [Ipu coueranun ackopOMHOBOW KHMCIOTHI C
KUPOPACTBOPUMBIMU BUTAMHUHAMU OTMEYAETCS MOTEHIMPOBAHUE aHTHOKCHJIAHTHOTO 3(deKTa.
YpoBeHnb yoenuteqasHoCTH 10Ka3aTeabCTB C (YPOBEHb J0CTOBEPHOCTH PEKOMeHIAIUHU — 3).

Kommenrapum: B cea3u ¢ mem, umo Oouema 8 3HAUUMENbHOU CMeneHu Gausem Ha
bananc aunudos, cocmosiHue neueHu u cocyoos, nayuenmam c JJIKJI pexomenoyemcs
KOHCYTbmayusi Ouemono2a no pacyemy NUmauus Ons J0o0ell ¢ 3a0071e6aHusMU NevyeHu u
HapyuieHuem JUnuUOH020 oomeHa. Pexomenoayuu no numanuio ocyujecmensaiomes Ha 0CHOBAHUU
nokazameinel HYmMpumueHo20 cmamyca NayueHma (aHmponomempus, OYeHKa hakmuieckoeo

nUMaHUsl, OCHOBHOU obmen u cocmas meﬂa).

3.2 Xupypruudeckoe JieueHue

. [Tammentam ¢ JIJIKJI Ha craguu JEKOMIEHCHPOBAHHOTO WMppO3a MEYECHHU, MpHU
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HEBO3MOKHOCTH  WJIW  HEIPPEKTHBHOCTH  TMPOBEACHHUS  IMATOTCHETHYECKOW  Tepamuu
PEKOMEHIYEeTCS PAacCMOTPETh BOIPOC O IPOBEAECHHHM TpaHcIulaHtanuu nedenu [Rohit Kohli,
VladRatziu, Maria IsabelFiel, ElisaWaldmann, Don P.Wilson, ManishaBalwani Initial
assessment and ongoing monitoring of lysosomal acid lipase deficiency in children and adults:
Consensus recommendations from an international collaborative working group Molecular
Genetics and Metabolism Volume 129, Issue 2, February 2020, Pages 59-66]..

YPOBCHL yﬁeL[I/ITeJILHOCT]/I PEeKOMEHIANN C (ypOBeHB AOCTOBEPHOCTH
J0KA3aTeJIbCTB D)

KOMMeHTapHH: TpchnﬂaHmaL;uﬂ nevyeHu maxoice accoyuupoearHa ¢ 8blCOKUM PUCKOM
OCHOMNCHEHUUl U He oKaszvleaem 6JIUAHUA  HA CUCmemHble NpOABIIEHUA 36160]16661Hu}l.
Tpaucnianmayus neuenu He ocmanasiugaem npoepeccuro JJIKJI u nopasxcenue opyeux
opeaHoe-MumeHeﬁ. KpOMe moceo, HENb3A UCKTTIOYums PpUucKk nOSpQDfCC)QHMﬂ
mpaHCI’lJZaHWZMPOGCIHHOZZ ne4yeHu, mdakxKk KakK ypOo6€eHb JIKJT no-npestiCHemy ocmaemcs HU3SKUM. ﬂﬂﬂ
nayuenmos ¢ bHJIX, ocnoenoii npuuunolt cmepmuocmu KOMOPLIX AGNAEMCe YUppo3 U
ne4yerHovHa Hedocmamoqyocmb, mpancniaumayusl  ned4enu ovlia npusHarna ycnemnoﬁ
MAKMUKOU 1e4eHUs.. H€K0m0pbl€ aenopbsl noOmeepchc)aiom MHO2OJIEMHION peMUcCUuro nocie
onepayuu ¢ 60CCMAHOBIEHUEM HOPMAJTIbHO2O pocma, paseumust U d)yHKI/ﬂ/lu newyenu. Tem He
MeHee, mpaHcnlanmayusa nedeHu — e6ecomad pPpUCKOBAHHAA npouedypa U UCnoib3oearue

HepPOMOKCUUHBIX UMMYHOCYNPECCAHMO8 6e0em K noueuynou Heoocmamounocmu [25-27].

IIposeaenne TI'CK
. [Marentam ¢ uadantasHOU hopmoit IJIKJT (6one3nsio BonbMana) He peKOMEHI0BAHO
npoBenenne TI'CK B kadectBe mepmoi amuuu Ttepanuu [Rohit Kohli, VIadRatziu, Maria
IsabelFiel, Elisawaldmann, Don P.Wilson, ManishaBalwani Initial assessment and ongoing
monitoring of lysosomal acid lipase deficiency in children and adults: Consensus
recommendations from an international collaborative working groupMolecular Genetics and
Metabolism Volume 129, Issue 2, February 2020, Pages 59-66].

YpoBenb  yOenurTeabHOCTH  J0Ka3aTedbcTB C  (YpOBeHb  10CTOBEPHOCTH

pekoMeHaanuu — 5).

Kommenrapmii: Hebonbuwoe uucio KiuHuYeckux ciyiaes, OOCMynHulx O AHAIU3d, He
no3eossem coeiams OOHO3HAYH020 6ble00a 00 3pdexmusHocmu u 0e30nacHOCmu OaHHOU
mepanuu. Kpome moco, npoyedypa TI'CK accoyuuposana c 6bICOKUM DPUCKOM pA36UMUs
OCNOJCHEHUU, — MAKux,  Hanpumep, Kak  OMMOpMdiCeHUe  MPAHCNIAHMAama,  peaKyus

«mpaHcniammam npomus XOo3AUHA» U ()pyeue nocmonepayuorrnsvle OCHIONCHEHUA. B cea3u ¢
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amum TI'CK ne pexomenoosamna Kax pymuHHAs mepanesmuyeckas onyus 0as nayuenmos ¢ bB

[28-31].

4. MeguumMHCKAas peaduauTaANus, MeJUIMHCKHAE MOKA3aAHUS U

NMPOTUBONOKaA3aHUA K IPUMECHCHUIO METOA0B peaﬁnnHTauun
IlamueHTHl U YWICHBI X ceMeit HYXIAaTCAd B KOHCYJIbTallUU rcuxoJjora/ MCIUIIMHCKOI'O
I[ICUXO0JIora, IOoCKOJIbKY 3a00J1€BaHKie HOCUT nporpeccnpy}omnﬁ XapakTep, HGO6XOI[I/IMO IIOMOYb
ManuCHTyY <«IIPHUHATH» AJUArdHo3, aJallTUpPOBaTb €ro K XHU3HU C TEM, YTOOBI MOKHO OBLIO
MaKCUMAJIbHO PpCaJIM30BaTh €ro CIIOCOOHOCTH K 06y‘-I€HI/IIO U CaMOCTOSATCIBbHOM JXH3HU B

nanbHewem [14].

5. HpO(l)l/IJIaKTl/IKa U JUCITAHCEPHOE HaﬁJIIO)IeHl/Ie, MEAUIMNHCKHEC IIOKA3aHUA U
NPOTHBOIIOKA3aHUA K IPUMECHCHHIO METO/10B HpO(l)I/IJIaKTI/IKI/I

. Pexomenayercs KOHCynbTalMs Bpada-reHETHKA IIOCe ycTaHoBieHus auarHosa JIJIKJI
HNAlUEHTY WM ero OQHUIMAIbHBIM TPEICTaBUTENSM, C LETbI0 Pa3bsCHEHUN T'€HETUYECKOTO
pucKa, 00CYXICHHS BO3MOKHOCTEH MPEHATAIBHOM 1 MPEUMILIAHTAIIMOHHOM AuarHocTiku [14].

YpoBenb  y0enuTeIbHOCTH  10Ka3aTeJbcTB A (YPOBEHb  JIOCTOBEPHOCTH
pexkoMenaanum — 1).

Kommenrtapuii: Cemvav ¢ demomu c JJJIKJI pexomendyemcs meouxo-zeHemuyeckoe
KOHCYTbMUPOBAHUE C Yellblo onpedeleHus ceHemudeckozo pucka. Kax u npu opyaux aymocomuo-
peyeccusHuvlx 3abonesanusx, npu JJJIKJI ons xasxcooi bepemeHHocmu puck poxcoenusi pebenka
cocmaensiem 25%. B cemwsax, 2oe ecmv pebenox c JJIKJI, 6o3moocHo nposedeHue
NPEHaAMANbHOU U NPeUMNIAHMAYUOHHOU OuazHOCMuKY. s 3mo2o pooumenim HeoOX0O0UMO
00pamumsca 8 CneyuaIu3upo8anHvle OUASHOCMUYecKue 1adopamopul U MeOUYUHCKUe YeHmpbol.

Ilpenamanvuas  OuacHOCmMuKa  NPOBOOUMCS — MONEKVIAPHO-2eHeMUYeCKUMU — UlU
ouoxumuyeckumu memooamu, nymem uccieooseanus J[HK, evioenennoti uz 6uonmama 60pcuu
xopuona Ha 9-11 nedene bepemeHHOCU U/UNU  KIEMOK AMHUOMUYECKOU HCUOKOCMU, NIOOHOU
kposu Ha 20-22 Hedene bepemenHOCmU.

5.1 llpenaraabuasg guargocruka JJJIKJI

. PexomeHayeTcst mpoBelieHHE MPEHATANbHOM TUarHOCTUKU i J11000M mocienyromeit
OepeMEeHHOCTH B CEMbSIX, OTITOIIEHHBIX XOTs Obl ogHuM ciaydaem JJIKJI, HO B ciiydan serkux
dbopm OoJsie3HH, pelIeHHE O €€ MPOBEACHUH JIOJDKHO OBITh TPHHATO TIOCIEe TOAPOOHOTO
00CYXJIeHUs C CeMbeii BceX prckoB [14].

YpoBenb  yOegutenbHocTHM  JokaszareJbcTB  C  (YpOBeHb  JOCTOBEPHOCTH
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pexoMeHaamuu — 5).

Kommenrapmii:  Ilpenamanvuas  OouaeHocmuxa — NPOBOOUMCA  MOAEKYIAPHO-
2eHeMUYecKUMU UlU OUoOXuMudeckumMy memooamu, nymem uccireoosanusn JJHK, evioenennou us
ouonmama eopcun xopuona Ha 9-11 Hedene bGepemenHocmu u/uiu Kiemox AMHUOMUYECKOU
arcuokocmu, niooHou kposu Ha 20-22 nedene bepemenHocmu.

6. Opranusanusi MeIUIIMHCKON MOMOIIH

Iloxa3anusa AJ1s NJIAHOBOM TOCHUTAJIN3ALNM

— TMpoBeIeHUE TUATHOCTHKH U JeueHUus, TpeOyrollue KpyrioCyTOYHOIO0 MEIUIUHCKOTO
HaOJIIOICHNS;

— cOoCTOsiHME, TpeOyrolee AaKTUBHOTO JIEYEHHUS M KPYIJIOCYTOYHOTO MEIUIIMHCKOTO
HaOJIIOIEHNS;

— COCTOsIHUE, TpeOyrollee MPOBEACHUS BHICOKOTEXHOJIOTUYHBIX METO/IOB JICUCHUS;

— OTCYTCTBHUE BO3MOKHOCTHU o0ecrnieueHus O3T B aMOyJIaTOPHBIX u
CTaIlOHAPO3aMEIIAIONINX YCIOBUSIX;

— HEOOXOJWMOCTHh MPOBEICHUS PA3IUYHBIX BHJOB OKCIIEPTH3 WU OOCICAOBAHUS B
MEAWIIMHCKOW OpTraHM3allud TPU HEBO3MOXKHOCTH TMPOBEACHHUS HX B aMOylaTOPHBIX
YCIIOBUSX, TPEOYIOUMX JIWHAMUYECKOro HaOmrofeHus (B TOM uyucie odopmieHue

3aKIIIOYEHHS (PeepaIbHOTO KOHCUIIMYMA).

IMoka3anus 1J151 IKCTPEHHON rOCIUTAIN3ALMH:

— OoCTphIe 3a00JI€BaHMUS;

— 000CTpeHUs XPOHUYECKHX 00JIe3HeN;

— OTpaBlEHUS U TPaBMBI, COCTOSHUA, TPeOyIOIINe WHTEHCUBHOW Tepamuu W MepeBoja B
peaHMMALlMOHHBIE OTAEJICHUS] WU OTIENCHUS HMHTEHCHUBHOM Tepanmuu (B TOM YHCIE
MOOOYHBIE PEaKIUH, MPOUCXOAAIINE B Tporecce WHPY3MH WM B TEUYCHHE CYTOK
nposeaeaus nHdy3un O3T, u gpyrue yrpokaroiine >KU3HU OCTPhIE COCTOSHHS ), a TaKKe
KPYTJIIOCYTOYHOTO MEIUIIMHCKOTO HAOMIOACHUM M TPOBENCHHUS CIICIUANBHBIX BHUJIOB

06CJ'IC,Z[OB3HI/I$I " JICYUCHMUA.
IToka3anus K BbhINHCKE NnalnmueHTa m3 MCI[PIIIP[HCKOﬁ Opranmsanmu:

- OTCYTCTBME YIpO3bl )KU3HHU NALUEHTA,;

- OTCYTCTBHE YTPO3bl Pa3BUTHUS OCIOKHEHUH, TPEOYIOIINX HEOTI0KHOTO JICUECHNUS;
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cTaOWiaM3anusi COCTOSHHMSIT W OCHOBHBIX  KIMHUKO-Ta0OpaTOPHBIX  IOKa3aTelneit
MaTOJIOTUYECKOIO MpoLiecca 0 OCHOBHOMY 3a00JIEBaHUIO;

OTCYTCTBHE HEOOXOJUMOCTHM B TIOCTOSHHOM BpadeOHOM U  KPYIJIOCYTOYHOM
MEIUITUTHCKOM HaOJII0IEHUH 110 OCHOBHOMY 3a00JICBaHHUIO;

HEOoOXOMMOCTH TepeBOoJa TMalueHTa B JAPYryl0 OONBHUIYY WU  YUpexkKICHUE
COLIMAJILHOTO 00eCcTeYeHHUs.

IIpuHIUNBI Opra”Hu3anuy MeIMUMHCKON noMouu nanuesram ¢ JJIKJI

IToctanoBka pmuarnoza JIJIKJI cTraBUT MHOroO BOIIPOCOB II€pel POACTBEHHUKAMU
nanueHTa Y Mepel  CHelHalucTamMH, paboTalomMMH C TaKUMUA [alUEHTaMH.
MHorouuciennple npoOJaemMbl, BO3HUKAWOIIME TpU OOHAPYKEHHUHM U  Pa3BUTUU
3a00sieBaHUs, JISl pElICHUs KOTOPbIX TpeOyeTcs rpamMoTHAas OpraHu3anus Ipouecca
MOMOIUIH IPU Y4aCTUU MYJIbTUIUCIUILUIMHAPHON KOMaH/Ibl CIEIMAIMCTOB U COOIIOACHNE
OCHOBHBIX TPUHIMIIOB U MOJIXOJI0B K €€ OKAa3aHUIO.

JlanHble MPUHIMIBI JOJDKHBI COOMIOAATHCS Ha JIIOOOM ATare OKa3aHUs MEIUIIMHCKON
MIOMOIIIM, KaK B MOMEHT IIOCTaHOBKH JMAarHo3a, Tak W Ha JII0OOOM JTare HaOIroaeHus
HanueHTa.

1) [TateHT W ero MpeACTaBUTENN JOJDKHBI TONIYyYaTh MOJHYI0 HWH(GOpPMAIHIO O
3a00JI€BaHUM, €ro TEYEeHUH, I[aTOreHe3e, IMPOTHO3aX, OCIOKHEHMSIX M MeToJax
BO3MOKHOH TEparum.

2) Muarnos JUJIKJI moxpa3ymeBaer BO3MOXKHOCTb  OKa3aHHs  IIEPBUYHOM,
CIeNUaTU3UPOBAHHON U MAJTHATUBHOM IMOMOIIIM HA BCEX ATamax 3a00JeBaHMUs.

3) [Ipu mnocranoBke nguarno3a JIJIKJI cembst nomkHa OBITH HampaBlieHA K
CHELMAINCTy, HMMEIOLIEMY ONBIT paboThl € NalMEeHTaMH C 3TUM 3a00JIeBaHHEM,
00J1a1a10Iero COBPEeMEHHON MH(OpManyel 0 TeYeHUH 3a00JIEBaHMS U BO3MOXKHOCTH
y4yacTusi B KIMHUYECKHMX HCHBITAHUSAX (HOBBIX JIEKAPCTBEHHBIX IIPENapaTtoB W/WIH
TEXHUYECKUX YCTpOHCTB). Takke BaKHbIM sIBISeTCS HWHPOPMHpPOBAHUE ceMeill o
CYIIECTBYIOIIMX OOIIECTBEHHBIX OpraHM3alUsaX, paboTalmUX C 3TOH TIpyHIoi
MAIUEHTOB.

4) K wabmonenuto 3a mamumentom ¢ JUJIKJI  ngomknHa OBITH  TIpHBIICUEHA
MYJIbTUIUCIMIUIMHAPHAS KOMAaH/Ja CIEIMaICTOB B COCTaBe: MeAUaTp/TepamneBT, Bpay-
TEHETHK, Bpad-raCTPOHTEPOJIOr, Bpay-AUETOJIOr, Bpau-HEBPOJOL, MEIUIMHCKUI
MICUXOJIOT, Bpau-KapAHOoJIOr, Bpad-Gpu3HOTEepamneBT,. Jlpyrue crnenuasucTsl JIOJIKHBI

IMPUBJICKATHCA IO MEPEC BOSHUKHOBCHU A CHeHI/I(bI/I'-IeCKI/IX HpO6J’ICM.
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7. lonotauTeabHAA HHPOpMALHS (B TOM YHucJie (PAKTOPHI, BJAUSIOIINE HA

HUCX0/1 3200J1eBaHNS WJIM COCTOSTHUSA)

[Tariuentsl ¢ JAJIKJI moJKHBI MOCTOSSHHO HAXOAMTHCS IMOJ] HAOIIOJCHHEM YYacCTKOBOTO
neanaTpa WM TEpareBTa, CICIHATUCTOB PAa3IMYHOTO MPOQUIs B 3aBHCUMOCTH OT BEAYIIETO
KIIMHUYECKOTO CHHApoMa 3aboneBaHusi; | pa3 B 6-12 Mec. (B COOTBETCTBUU C TSKECTHIO
COCTOSIHHS) TIOKa3aHO KOMIUIEKCHOE 00CIeI0BaHNE B MHOTONTPO(MIIBHBIX CTaI[HOHAPAX.

HaGmronenne manmueHTOB MO MECTY KHUTENbCTBA (B aMOYJATOPHO-TTOTMKINHUYCCKUX
YCIJIOBHSIX) TOJKHO OCYIIECTBIISITHCS TOCTOSIHHO. PEeKOMEH10BaH perysipHbIi OCMOTp Meauarpa,
TepamneBTa, Bpada-racCTPOIHTEPOJIOTa, Bpada-KapAHOJOra, KOHCYJbTAIMM Bpaya-AHETOJIOTa W
Bpaua 1o JeueOHOM Qu3kynbType. HeoOxomumble OCMOTpPBI  Bpadeii-CleUaTNCTOB,
n1abopaTopHbIE U HHCTPYMEHTAIbHBIE 00CIEIOBAHMS U PEKOMEHIyeMas 4acTOTa UX MPOBEICHUS

npexacrasieHa B [Ipunoxenue.

Kpurepuu oneHkn kauyecTBa MeJUIIMHCKON MOMOIIA

Kpurepun kayecrBa

1. | BoimosiHeHo onpeienenre akTMBHOCTH JIN30COMHOM
KHUCIION TUMa3bl B IEHKOIUTax nepudepruieckoin
KpPOBHU WJIU TISITHAX BBICYIIICHHOW KPOBH H/WJIH
MOJIEKYJIAPHO-TEHETUYECKOE UCCIIEA0BAHUE
(BeIsIBiIEeHUE MyTanuii B rene LIPA,) (pu
MMOCTAHOBKE JMArHo3a)

Ja/Het

2. | BomonHeHo Ha3HavYeHue pepMEeHTHOM Ha/Her
3aMEeCTHTEIBHON Tepanuu mpernapaTom cedenumnasza
anb(da c mpuMeHeHneM B Ji03e | MI/KT B BUJIE B/B
uH}y3un pa3 B 2 Henenu (npu BHOX), u 3 mr/kr -1
pa3 B Hezemto (s muaneHies ¢ bB).

3. | Bemonnena OKI (ecnu HE mpoBOIMIIaCh Ha/Het
npeauiecTsyromme 12 Mecsues)

4. | Bemoanena 9xo0-KI' (eciu He mpoBoaMIach Ha/Het
npeauiecTsyronme 12 Mecsues)

5. | Bemonaeno xonrepoBckoe MmoruTOpUpoBaHue JKI Ha/Her
(ecnu He MPOBOAMIIOCH MpealIecTByomue 12
MECSIIEB)

6. | BoimonHeHo cyTOYHOE€ MOHUTOPHPOBAHUE Ha/Her

apTepUaNbHOTO JIaBJIECHUS (€CJIN HE TPOBOANUIIOCH
npeauiecTsyronme 12 Mecsues)

7. | BeImOIHEHO omnpeeNieHue pa3MepoB MEYEHH U Ha/Het
CEJIE3E€HKH, INaMETPa BOPOTHOM U CEJIE3EHOYHON
BEH [0 JJaHHBIM YJIbTPa3BYKOBOI'O UCCIEIOBAHUS
(ec HEe TPOBOIUIIOCH TIOCTEAHUE 12 MecsIeB)

8. | BoimonHeHa KOHCYIbTalMs BpayOM-T€HETHKOM IIpU Ha/Her
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YCTAHOBJICHUU AUArHo3a U Npu IJIaHUPOBaAHUU
6epeMeHHOCTI/I B CEMBEC

BrinosiHeHa KOHCYAbTALMS BPa4OM-KapIHOJIOTOM
NIPY HAJTMYUU TTATOJIOTUH CEPICUHO-COCYAUCTON
CHUCTEMBI (eClIi He TPOBOJIMIIACKH TTOCIIeTHHE 6 MecC.)

Ja/Her

10.

BeimosHeHa KOHCY/IbTAINsT BPA4OM-HEBPOJIOTOM
IIPpU HAJIMYHHU IIATOJIOTUH CO CTOPOHLL LIeHTpaJIBHDfI
HEPBHOW CHUCTEMBI (€CIT HE TTPOBOINIIACH
nocJyeHue 3 mMec.)

Ha/Het

11.

BrimonHen OMOXMMHYECKUN aHAINA3 KPOBU
(amannnamuHOTpanchepasa (AJIT),
acnapratamuHoTpancdepasa (ACT), obmuit u
npsIMON OMIIMPYOHH, XOJIECTEPUH, TPUTIIULEPUIBI
JITTHIT ) (ecniu He TPOBOAUIICS B MPEAIIECTBYIOIINE
6 MecCsIIIeB)

Ja/Her

12.

Brinonnen o0t (KITMHUYECKUN) aHATTU3 KPOBU
pa3BEepHYTHIN (€CiIM He TPOBOAMIICS B
MPEANIECTBYIONMINE 2 MECSIIEB)

Ja/Her
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HamazoBa-bapanoBa Jleiisa CeiimypoBHa- akagemuk PAH, mnpodeccop, a.m.H.,
ITpencenarens Ucnonkoma Coro3a nenuarpos Poccun.

BapanoB Anekcanap AjexkcanapoBuy- akagemuk PAH, npodeccop, a.m.H., [ToueTHsIit
IIpencenarens Mcnonkoma Coro3za neaumarpoB Poccum. Harpaneri: Opnen TpymoBoro
Kpacnoro 3namenun, Opnen Ilowera, Opnen «3a 3acayru nepen OtedectBom» [V

crenenu, Opael «3a 3acinyru nepen Oreuectsom» III crenenu.

30



10.

11.

12.

NBamkun Baagumup TpodumoBuu, akagemuk PAH, mpodeccop, A.M.H., TUPEKTOP
Knunuky nponeiaeBTHKN BHYTPEHHUX Oo0JIe3HEH, Tab.CTPOSHTEPOIOrHH U TeNaToIOTuu
uM. B.X.Bacunenko

XaBkuH AHatoauid WMibMY, JTOKTOp MEAWIMHCKUX HayK, mnpodeccop, TIIaBHBINA
Hay4YHbId COTPYAHMK OTJAeNa TacTpodHTeposnorun HaydHo-nccnenoBaTesnbcKkoro
KJIMHWUYECKOr0 MHCTUTYyTa mneauarpun um. akajgemuka lO.E.Benbtuimena Poccuiickoro
HaLlMOHAJIIBHOTO MCCIEA0BATEIbCKOI0 MEIUIIMHCKOro yHuBepcurera um. H.M.1Tuporosa,

[Ipencnatens obmecTBa JETCKUX raCTPOIHTEPOIIOTOB, TENATOJIOTOB U HYTPHUIIMOJIOTOB.

MuxaiisioBa CsBeriiana BwurtaabeBHa -a.M.H.,, 3aBenyiomas otaeinenuem OI'BY

«Poccuiickas Jlerckas Knuanueckas bonpauna» M3 PO.

3axapoBa Exarepuna IOpbseBHa -1.M.H., 3aBeaytomias gadopaTopreil HaciaeICTBEHHbIX
Oonesneit oOMena ®I'BHY "Menuko-reHeTUYECKUN HAy4YHBIA LIEHTP HM. aKaJeMHKa
H.Il.boukoBa", wunen Poccuiickoro o0mecTBa MEIUIMHCKUX TI'€HETUKOB, YJICH
€BPOIEICKOro 00IIecTBa MO M3YYEHHUIO HACIEIACTBEHHBIX Oo0Jyie3HEH OOMEHa BeIleCTB
(SSIEM).

CrpoxoBa Tarbsina BukropoBHa, 1.M.H., podeccop PAH, 3aBenyromias otaenenuem
MEIMATPUYECKON TacTPOIHTEPOJIOrUH, renarojgoru u auerojornu Kimmaukun @I'BYH
"®OUII nutranus u OnoTexXHoIOTUN"

Baraesa Majasiena JHBepoOBHAa, K.M.H., CTaplIMii Hay4yHbId COTPYIHUK OTACICHUS
MeIUaTPUUECKON TacTPO3IHTEpPONIOruH, renarojorud u aueronorun Kimanku OI'BYH
"®OUII nutranus u OnoTexXHoIOTUN"

BouabiHenn TN'aqmna BacuiabeBHa, JOKTOp MEIMIMHCKUX HAyK, IJIABHBIM HAay4YHBIN
corpynHuk  oraena  racrtposHteposiormn  OCII  HaywyHo-HccnenoBaTesbCcKoro
KJIIMHUYECKOro MHCTUTyTa neauarpuu uM. akagemuka lO.E.Benstumesa ®I'AOY BO
Poccuiickuii HallMOHABHBIA MCCIIEIOBATEIbCKUI  MEIUIMHCKUNA YHUBEPCUTET HM.
H.N.ITuporosa Munsapasa Poccun

KapxoBa Mapus CepreeBHa, K.M.H., 3aBEAYIOIasl OTJEICHUEM renaronoruy, Knnnuka
NPOMENEeBTUKN BHYTPEHHUX OO0JIe3HEH, TacTPOIHTEPOJIOTUUM U TENaTOJOTMH  HM.
B.X.Bacunenko

Jerrapea AnHa BaagummupoBHa, 1.M.H.,, mnpodeccop, 3aBeayrolas OTACIOM
neauarpun, PI'bY «HMMUIL] akymepcTBa, TMHHEKOJIIOTUH U NIepuHaTosorun uM. Ak. B.1.
KynakoBa», npodeccop kadenpsl Heonatonorun MHctutyta 310poBes nereit @PTAOY
BO "IlepBbiii MoCKOBCKMII TOCyIapCTBEHHbIH MEIWLMHCKUNA yHHUBEpcUTeT uM. V.M.

CeuenoBa" Munznpasa Poccun (CeueHOBCKHIT YHUBEPCHUTET).

31



13. AnberoBa Mapuna beuepOueBHAa, K.M.H., 3aBeaylIlas KOHCYJIbTAaTHBHO-
nenuarpuueckuMm otaenenuem otnaena Ilemuatrpum OI'BY «HMMUILl akymepcrtsa,
TUHEKOJIOTUHU U nnepuHaTonoruu um. Ak. B.M. Kymnakosa»

14. JlaBpoBa Ania EBrenbeBHa, J1.M.H., TJIABHbII Hay4HbId COTPYIHUK, Bpad BBbICLIEH
KBATH(UKAIIMOHHONW KaTeropuu 1o crenranbHocty “TleguaTtpus’”, 3aBeAyrOmui 2-M M
MeUATPUYECKUM  OTJACIICHHEM C MeAuIMHCKOW peabunuramued, PI'BOY BO
«IIpuBOMIKCKUI HCCIIETOBATENBCKUN METUIIMHCKUHN yHUBepcuTeT» M3 PO

15. TymanoBa Eaena JleonuaoBHa, a.M.H., mpodeccop, 3aBenyromas Kadpeapoi
narojorundyeckod anaromuu ['bOY BIIO «PHUMY um. H.W. Iluporoa Mun3znpasa
Poccuny»

16. llepBynnna Tarbsasna MuxaiiioBHa, K.M.H., [lupextop VHCTHTYTAa MEPUHATOIOTHH U
nequatpun, ®I'BY HMUL] um B.A. Anmazosa M3 PO

17. ExxoB Mapat BuaaauciaaBoBud, 1.M.H., Tpodeccop, TVIaBHBI HAYYHBII COTPYIHUK
otxena npobiem arepockiepo3a HUW knuanyeckoi kapauonoruu uM. A.Jl. MsicHukoBa
OI'bY «HMULIK» M3 PO

18. ITamkoBa HMpuna EBreHbeBHa, K.M.H., 3aBEAYIOMas IECIUATPUUSCKAM OTACICHUEM
OI'BY "HMUIL TUO um. ak. B.U. lllymakosa" M3 PD

19. leyaTtHukoBa Hatanbsi JleOHMI0BHA, BPay-HEBPOJIOT, 3aBEAYIOIIUH OTJEIEHUEM,
Mopo3zosckas AI'Kb [I3M

20. CypkoB Amnjapeii HuxonaeBu4, /J1.M.H., 3aBEIyIOIUH TacTPOIHTEPOIOTHYECKIM
oTeneHueM c remnarosorndyeckoi rpynmnoit ®I'AY HMMUL] 3nopoBbs nereit

21. baiinakoBa I'asimHa BukrTopoBHa- k.0.H., Belyliil HAy4YHbIH COTPYIHUK JaOOpaTOPHH
HacleIcTBeHHbIX Oose3Heil oOMeHa PI'BHY "Menuko-reHeTHuecKuil Hay4HBbIH LEHTP
nM. akagemuka H.IT.boukoBa", unen Poccuiickoro o0miecTBa MEIUIIMHCKAX T€HETUKOB.

22. Kamenen EjleHa AHaToibeBHA COTPYIHHK JIAOOPATOPHM HACICICTBEHHBIX 0OJIe3HEH
oomena @®I'BHY "Meauko-reHeTMYECKM  Hay4yHBIH I[IEHTp HM. aKaJeMHuKa
H.I1.boukoBa", unen Poccuiickoro o0liecTBa MEIUIIMHCKHX T€HETHKOB.

23. Matunsn Hpuna AnexkcanapoBHa - K.M.H., Bpau-nienuarp Kmmanku ®TBYH "OUIL]
MATaHUS U OMOTEXHOJIOTHUHN"

24. Tlorocsin Henuim CepreeBHa — mpencraButenb Beepoccuiickoro oGmectBa ophaHHBIX

3200J1€BaHUM
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ABTOpBI TIOATBEPHKIAIOT OTCYTCTBHE (PMHAHCOBOHM IMOAICPKKH/KOH(DIUKTAa WHTEPECOB,

KOTOpBIN HE0OOXO0AMMO 0OHAPOI0BATH.
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Ipuioxkenue A2. Meronos10rusi paspadoTKu KIMHUYECKUX PEKOMEHAauM i

Hacrosdmme pexkomeHmanuu NOpeJHA3HAYeHbl [ [PUMEHEHUS MEIULUHCKUMU
OpraHu3alUsIMM U YUYPEXKIEHUAMH (elepalibHbIX, TEPPUTOPUAIBHBIX M MYHHLUIAIBHBIX
OpPraHOB  YIPAaBIEHUS 3/PAaBOOXPAHEHHEM, CHCTEM 005A3aTeJBHOTO U  JOOPOBOJIBHOIO
MEAMIMHCKOTO  CTPaxOBaHUsS, JAPYTUMH  MEAULIMHCKUMHM  OpPraHM3ALMSIMHM  Pa3IM4HbIX
OpraHU3alMOHHO-TIPABOBBIX (HOPM JESATEIHHOCTH, HAINPABICHHON Ha OKa3aHHE MEIUIIMHCKON
IIOMOUIH.

Hacrosimue pexkoMeHJalMM yCTaHABIMBAKOT BHJbI, 0O0bEM M HMHIUKATOPbl KauyecTBa
MeauiHckoi nomoiu naruentam npu JJIKJI u Obun pacemorpens 1-2 utonst 2018 ronma B
pamkax Hayuno-npakTtuueckoro koHrpecca «Opdannsie 60e3an» B Mockse.

KnuHuueckne pekoMeHJaluu CO37aHbl Ha OCHOBAHUHM CHUCTEMAaTHYECKOro 0030pa
autepatypsl 1992-2019 rr. Medline (Pubmed version), Embase (Dialog version) u Cochrane
Library databases COBPEMEHHBIX ~MEXKIYHAPOJIHBIX KIMHUYECKHX PEKOMEHIALUN T10
JMarHOCTHUKE, JICUCHHUIO U BEJACHUIO MAIIMEHTOB ¢ META0OIMYECKIMHU OOJIC3HIMHU.

Heduuut nM30COMHOM KHCIOH JiMma3bl OTHOCATCS K PEAKMM HacleICTBEHHBIM
3a00J€BaHUAM, UTO HCKJIIOYAeT BO3MOXKHOCTb TPOBEACHHUS OONBIIMX KOTOPTHBIX U
PaHAOMU3HPOBAHHBIX KOHTPOJMPOBAHHBIX HCCIENOBAaHUN M s CO3JaHMSI MPOTOKOJIOB
JUArHOCTHUKM W TEpamuu HUCIHOJB3YIOTCS JIMIIb TEMaTHYECKHE HCCIEIOBAHUS JKCIEPTOB,
OINyOJIMKOBaHHBIE B MOCIIEIHNE JABA JECATUIETHUS.

Onenka KadecTBa JOKa3aTENbCTB M CHJIBI PEKOMEHJALUN NPUMEHEHUS MEIULUHCKUX
TEXHOJIOTHI MPOBOJWIACH B COOTBETCTBUM C YHU(PHUIMPOBAHHOM UIKANOH, NMPUBEACHHON B

Tabmuuax 1-3.

IleeBast ayauToOpus JAHHLIX KINHUYECKHX PEKOMEH AN :

Bpauu o0uieit BpaueOHOM MpakTUKK (CEMEiHbIE Bpaun);
Bpauu- neauarpsl

Bpauu- racrposnreposioru

Bpauu-tepaneBTsl;

Bpaun-reneruxu;

Bpauu-nabopaTtopHble TreéHETHKH;

Bpauu-xapauonory;

© N o 0o B~ w DN PE

Bpauu- kapanosioru geTckue;
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9. Bpauu- HeBposory;

10. Bpauu- peHTreHoJIoTH;

11. Bpauu ¢pyHKIMOHATBHON TUATHOCTUKH;
12. Bpaun-0TOpHMHOIAPUHT OJIOTH;

13. MenuiMHCKHE IICUXO0JIOTH;

14. Ctynentsl MenunuHCKUX BY30B;

15. OGyuaromuecs: B OpJuHATYype.

Ta6aunma 1. [lkana oneHkH ypoBHEW TOCTOBEpHOCTH nokazarenbcTB (Y /) s

METOAOB JUArHOCTUKU (I[I/IaFHOCTI/IquKI/IX BMGIHaTCJH)CTB)

YA Pacuu¢pposka

1 Cucremarudeckue 0030pbl UCCIIEAOBAHUI ¢ KOHTpPOJIEM pedepeHCHBIM METOIOM WM
cHUCTeMaTH4YeCKHi 0030p paHAOMHU3UPOBAHHBIX KJIMHUYECKHUX HCCIEIO0BAaHUMA C
IPUMEHEHHEM MeTa-aHaju3a

2 OTnenbHBIE HMCCIENOBAHUS C KOHTPOJEM pePEepeHCHBIM METOJIOM WM OTACIbHBIC
PaHAOMU3UPOBAHHbIE KJIMHUYECKUE MCCIEAOBAaHUA U CHCTEMaTHYecKHe 0030pbl
UCCIIEIOBaHUM JT1000r0 Au3aiiHa, 3a UCKIOYEHUEM PaHJI0MU3UPOBAHHBIX KIMHUYECKUX
UCCJIEIOBaHUM, C IPUMEHEHUEM METa-aHaIn3a

3 HccnenoBanust 0e3 TOCIEIOBAaTEILHOTO KOHTPOJIS pe(depeHCHBIM METOJOM WM
UCCIIEIOBaHUS C pePEepeHCHBIM METOJIOM, He SBJSIOIMMCS HE3aBUCHUMBIM  OT
HCCIIEyEMOT0 METOJAa WM HEPAaHIOMU3MPOBAaHHBIE CPABHUTEIbHBIE UCCIIEOBAHUS, B
TOM YHCJIE KOTOPTHBIE UCCIIEA0BAaHUS

4 HecpaBHuTtenbHble nccie10BaHUS, ONUCAHUE KIIMHUYECKOTO CiIyvast

5 Nmeertcs nuiib 000CHOBaHNE MEXaHU3Ma JEUCTBUS UM MHEHHE YKCIIEPTOB

Tabauna 2. Illkana oneHkH ypoBHEH 10CTOBEpHOCTH jokazatenscTB (Y/I) s

METOJIOB MPO(UIAKTUKH, JIeYeHHs] U peadbunurtanuu (IpOoPUIAKTHUECKUX, JIeYEOHBIX,

peadMIMTAIIMOHHBIX BMEIIATEIbCTB)

YA Pacuiugposka

1 Cucrematnueckuii 0630p PKU ¢ npuMenennem mera-ananmsa

2 Otnenpabie PKU u cucrematmdeckue 0030pblI HCCIIENOBaHHWM J0OOTO Ju3aifHa, 3a
uckimouennem PKU, c npumeHnennem MeTa-aHanmsa

3 HepanioMu3npoBaHHbBIC CPAaBHUTEILHBIC HCCIICIOBAHUS, B T.9. KOTOPTHBIC UCCIICAOBAHMUS

4 HecpaBHuTensHbIE HCCIEIOBAHUS, OMMCAHNE KIMHUYECKOTO CIydasi UM CepUU CIydaes,
WCCIICTOBAHUS «CITYIaii-KOHTPOIIb)

5 HNmeercs numb 0OOCHOBaHME MEXaHHM3Ma JCHCTBUS BMEIIATENIbCTBA (JIOKIMHUYECKHE

I/ICCJ'Ie)IOBaHI/IH) HJIN MHCHHE OKCIICPTOB
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Tabdauua 3. Illkanma orenku ypoBHeH yOemuTenpbHOCTH pekoMmeHmanuii (YVYP) nmns
METONOB NPOGWIAKTUKH, JUATHOCTHKH, JICYCHHS W peadmimuTanuu (MpodUiIaKTHUECKUX,

JUarHoCTH4YCCKHX, JIG‘IC6HBIX, peaGI/IJH/ITaI_[I/IOHHBIX BMeI_HaTeJIBCTB)

YYP Pacmmgposka

A CunibHasi pekoMmeHmanmsi (BCe paccMmarpuBaembie KpuTepuun S(PQPEeKTUBHOCTH
(MCX0Bpl) SIBISIIOTCSL BaXKHBIMH, BCE HCCIICJOBAHUS HMMEIOT BBICOKOE KU
yIOBJICTBOPUTEILHOE  METOJOJIOTUYECKOE  KAaueCTBO, WX  BBIBOJBI IO
WHTEPECYIOIINM MCXOJIaM SIBIISTFOTCS] COTIIACOBAHHBIMH )

B VYcnoBHas pekoMeHaalus (He BCe paccMaTpuBaeMble Kputepuu 3¢G(HEeKTUBHOCTH
(MCXOpI) SIBISIOTCS BaXKHBIMH, HE BCE HCCIEOBAaHUS HMMEIOT BBICOKOE WIIH
YIOBJIETBOPUTEIILHOE METOAO0JOTHYECKOEe KayeCTBO W/MIAM HMX BBIBOJABI IO
HWHTEPECYIOIINM HCX0J]aM He SIBJISIFOTCS] COTIACOBAHHBIMH )

C Cnabas pekomeHanus (OTCYTCTBUE JI0KA3aTENIbCTB Ha/JIeKalllero kayecrna (Bce
paccMmaTpuBaemMble KpuTepur 3(P(GEKTUBHOCTH (MCXOMbI) SBISIOTCS HEBAKHBIMH,
BCE HCCIIEAOBAHUSA UMEIOT HU3KOE METON0JIOTNYECKOE KaYeCTBO U UX BBIBOJBI I10
MHTEPECYIOIIMM UCX0JIaM HE SIBJISIFOTCSI COTJIACOBAHHBIMU )

Iopsiaok 00HOBIEeHNS KINHUYECKHX PEKOMEH IaIUIA.

Mexanu3sm  OOHOBIIEHUS  KIMHMYECKMX  PEKOMEHJAIMil  mpeaycMaTpuBaeT  UX
CUCTEeMATUYECKYIO aKTyaJIM3allI0 — HE PEKe YeM OJIUH pa3 B TPH T'ofla, a TAK)Ke MPH MOSBICHUU
HOBBIX JIAHHBIX C TO3UIMH JO0KA3aTEIbHOM MEIUIIMHBI MO0 BOMPOCAM JIUATHOCTHKHU, JICUCHUS,
OpOPUIAKTUKH W peaObWIuTallud KOHKPETHBIX 3a00JI€BaHUM, HAIUYUU OOOCHOBAHHBIX

JIOTIOJTHEHNH/3aMeuanuil Kk paHee yTBepkaEHHBIM KP, HO He yamie 1 paza B 6 mecsies.
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Ipunoxkenue A3. ChnpaBouHble MAaTepPUAJbl, BKJIYasg COOTBETCTBHUE
NMOKA3aHUH K NMPUMEHEHHUI0 W NMPOTUBONOKA3AHUIA, CIIOCO00OB NMPUMEHEHUsI U
103 JIEKAPCTBEHHLIX MPeNapaToB, WHCTPYKUMH 10 MPHUMEHEHUIO

JIEKApCTBEHHOT0 Mpenapara

1. TIIpuxa3 MunuctepctBa 3apaBooxpanenusi PO "O6 yreepxkaenuu Ilopsaka okazaHus
MEAMLIMHCKOW NOMOLIM OOJIbHBIM C BPOXKIACHHBIMU M (WJIM) HACJIEICTBEHHBIMU

3aboneBanusMu" ot 15 HOs1Opst 2012 r. N 917#H).

2. Ilpuka3 MuHUCTEpPCTBA 37paBOOXPAHEHUSI M COUMAIBHOTO pa3Butus PD ot 16 ampens

2012 r. N 366H "OO0 yrBepxxnenun [lopsinka okazaHus neauaTpuieckou momomu"

HNudopmanus o iekapcTBeHHBIX cpeacrBax: https://grls.rosminzdrav.ru/

IIpoune HOPMATHBHO-TIPABOBbIE JIOKYMEHTBI, € Y4YeTOM KOTOPbIX pa3padoTaHbI
KJIMHAUYECKHEe PeKOMEHIAIHM:

1. @enepanbhblii 3akoH oT 30.03.1999 N 52-®3 "O caHUTapHO-3IUAEMHUOIOTHYECKOM
6narononyunu HaceneHus" (CoOpanue 3akoHoaarenbcTBa Poccuiickoit denepanuu,
N 14, ct. 1650; 2002, N 1 (u. I), cT. 2; 2003, N 2, c1. 167; N 27 (u. I), ct. 2700; 2004,
N 35, ct. 3607; 2005, N 19, cT. 1752; 2006, N 1, cT. 10; 2007, N 1 (u. I), cT. 21, 29;
N 27, ct. 3213; N 46, ct. 5554; N 49, ct. 6070; 2008, N 24, ct. 2801; N 29 (u. I), cT.
3418);

2. ®enepanbhblil 3ak0H OT 21 HOAOpst 2011 . Ne 323-D3 «O6 ocHOBax OXpaHbl
3710poBbs rpaxaH B Poccuiickoit deaepaunn» (CobpaHue 3akoHOJATEIbCTBA
Poccuiickoit ®eneparuu, 2011 1., Ne 48, cT. 6724);

3. MexayHapoiHas KiaccuuKanys 001e3Hel, TpaBM U COCTOSHUH, BIUSIOMINX Ha
3nopoBbe (MKB — 10);

4. [Tpukaz M3 P® ot 20 nexabpst 2012r. Ne 11831 OO0 yTBepKACHUN HOMEHKIIATYpPBhI
JOJKHOCTEH METMIIMHCKUX paOOTHUKOB U (hapMalleBTUYECKUX PAaOOTHUKOB.

5. [Tpuxa3z M3 P® ot 23 utons 2010 r. Ne 5411, Enunsiii kBanupukanoHHbINH
CIPaBOYHHK JIOJKHOCTEH PYKOBOJUTENEH, CIEIIUAIMCTOB U CIYXKAIlIUX, pa3e
KBanudukaoHHble XapaKTEPUCTHKH TOJHDKHOCTEH paOOTHUKOB B cepe
3/IpaBOOXpPaHEHUSI.

6. ®epnepanbHblil 3ak0H OT 25.12.2018 Ne 489 489-03 «O BHeceHUM U3MEHEHUN B
ctathio 40 denepanpHOTro 3akoHa "OO6 00sA3aTEILHOM METUIIMHCKOM CTPAXOBAaHUH B
Poccuiickoit @enepanuun" n denepanbHblii 3aK0H "OO0 0OCHOBAaX OXpaHbI 30POBbS
rpaxaaH B Poccuiickoit @enepanun’ o BONpocam KIMHUYECKUX PEKOMEHIALINI.

7. [Tpuka3 Munszapasa Poccun Ne 1031 ot 28.02.2019 1. «O6 yTBepk/1€HUH MOPSAIKA U
CPOKOB Pa3pabOTKH KIMHUYECKUX PEKOMEHAALNN, X IEPECMOTPa, TUIIOBOH (OPMBI
KIMHUYECKUX PEKOMEHJIAIN U TpeOOBaHMUN K UX CTPYKTYpE, COCTaBY M HAyYHOMH
000CHOBAHHOCTH BKJIFOUa€MOU B KIIMHUYECKHE PEKOMEHAAIIMHU HH(DOPMALIUN».

8. [Tpuka3 Munszapasa Poccun ot 13.10.2017 N 8041 "OO0 yTBep>KaeHUN
HOMEHKJIATypbl MEIUITUHCKUX YCIyT".
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9. ITpuxa3z MunuctepcTBa Tpya u couuanbHoi 3aumTsl PO ot 27 aBrycra 2019 1. n
5851 "O knaccuukanmsIx U KpUTEPHUAX, UCIIOJIb3YEMBIX MPU OCYIECTBICHUHA MEIUKO-

COLIMATILHOW AKCIEPTU3BI TPaXKaH (efepatbHbIMU TOCYIAPCTBCHHBIMU YIPEKACHUSIMH
MEIMKO-COIMaIbHON SKCIEPTU3HI";

10. IIpuka3 Munucrepctsa 3apaBooxpaneHust PO ot 14 suBaps 2019 r. Ne 41
«O0 yTBepKIeHNHU NOpAAKA HA3HAUCHUS JICKaPCTBEHHBIX MIPenapaToB, hopm
peLenTypHbIX 0JIAaHKOB Ha JIEKAPCTBEHHBIE MpenapaTsl, MopsaaKa ohopMIeHUs
YKa3aHHbIX OJIAHKOB, UX yueTa U XpaHECHUs»

11.  Ilpuka3 MuHucTepcTBO 34paBOOXpaHEHMsI U COLIMATIBLHOrO pa3BuTusa Poccuiickoit
Oenepannn «O mopsiike MPUMEHEHUS JIEKAPCTBEHHBIX CPEACTB Y OOIBHBIX 110
KU3HEHHBIM MMOKa3aHusM» oT 9 aBrycra 2005 r. Ne 494

12. Uudopmaunonnoe nuceMo Mun3apasa Poccrun o BO3MOKHOCTH 3aKyIIKU
JIEKapCTBEHHOI'O IIperapara 1o TOproBOMy HauMEHOBAHHUIO
(https://www.rosminzdrav.ru/news/2019/12/18/13043-minzdrav-podgotovil-

informatsionnoe-pismo-po-vozmozhnosti-zakupki-lekarstvennogo-preparata-po-
torgovomu-naimenovaniyu);
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https://www.rosminzdrav.ru/news/2019/12/18/13043-minzdrav-podgotovil-informatsionnoe-pismo-po-vozmozhnosti-zakupki-lekarstvennogo-preparata-po-torgovomu-naimenovaniyu

Ipuioxkenne b. AIropuTmsl 1eMCTBUH Bpaya

Mpu3sHaku AJ1K/1 y naumneHTa

NabopaTopHas AMarHocTnka

Ondd.amarHocTuka ¢

Apyrumu
3abonesaHnaMmn

JnarHos
noaTBepXKaeH?

Umetotca
nokasaHua K
®3T?

HeT MOHUTOPUHT
COCTOAHMA NauueHTa

Tepanua
adpdekTnBHa?

®3T

PaccmoTpeHus BO3MOKHOCTEN
APYTUX METOZ0B Neveruns (8
TOM 4YKCAEe TPAHCMNAHTaLMA

opraHos)
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Ipuioxenue B. Uudopmanusa 1J1i naumeHra

Ilouemy Bo3HHMKaeT 3a00/1eBaHue?

JUIKJI- nacnenctBenHoe 3abosneBanue. Hacnemyercs oHO 110 0cOO0OMY THITY- ayTOCOMHO-
pELIeCCHBHOMY U CBSA3aHO C MojoMkKaMu (MmytanusiMu) B reHe LIPA.

I'ens! mpeacTaBisitoT coboit mocnenoBareabHocTh JJHK 1 B HUX 3amucaHbl HHCTPYKIIMH
no «mpurotopiaeHuo» OenkoB mnu PHK (puGonyknenHoBas kucnota). I'eHbl HaxonsTcs B
XpoMocoMmax. VY uenoBeka 23 mapbl XpOMOCOM, OJHY U3 XPOMOCOM C COOTBETCTBYIOIIMM
HaOOpPOM T'€HOB OH HaclleyeT OT MaTepu, BTOpyro OT orua. Cpeau XpoMOCOM €Ille €CTh JIBE
0c00bIE XPOMOCOMBI, KOTOPBIE OIPENEIISAIOT MO peOeHKa — y JIeBOYEK JIBe X-XPOMOCOMBI, a Y
MaJIbYMKOB 0/1HA X U OJJHA Y-XPOMOCOMBI.

I'en LIPA naxomutcst Ha 10 Xpomocome.

[Ipu JIKJI o0a poautens SIBISIOTCS HOCUTEISIMU MYyTallMd, HO HE OOJEIOT, T.K. Y HUX
€cTb BTOpas Komus 370poBoro reHa. Puck poxnenus pebenka ¢ JIJIKJI B manHOM ciyuae
coctaBisieT 25%. Pe6enok ¢ IJIKJI Hacnenyer oHy KONuio “O0JIbHOT0” reHa OT OTLA U OJHY—
OT MaTepu. 3aboseBaHue MPOSBIIAETCS TOIBKO B CIy4ae HAJIMYUS JIBYX KOIMUN MOBPEXKIEHHOTO
reHa. MaJlbuuku U JIEBOYKU OOJICIOT ¢ OJMHAKOBOM uacToToil. Hocutens Oone3Hu Haciemyer
TOJIbKO OJIHY KOMHIO OO OT oTua, JInb60o oT Matepu. OHU He OOJICIOT M HMKAKMX IMPU3HAKOB

00JIe3HH y HUX HeT.

® ¢
Oteu-HocuTenb ﬂ * Matb-HoCcuTenbHMUa

l | |
00 00 O

@] ¢ [ o
AN AR AR AR
L 94 9  $4 4
3poposble 25% Hocutenu (reteposurotsl) 50% bonbHble 25%
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Yro napymaercs B Metadosusme npu JJIKII?

ITpu JJIKJI dhepment nu3ocomuast kucias aunasza (JIKJI) ve paboraer, 4To MPUBOIUT K
HAKOIJICHUIO B OCOOBIX KJIETOYHBIX OpraHeiiaX, Ha3bIBAEMBIX JIM30COMaMH, TAaKUX KPYITHBIX
MOJIEKYJI Kak TpUIIHIepuabl W 3Gupbl XxojnecrepuHa. B Hopme Ttpurimuuepunbl v 3Qupsl
XOJIECTepUHa Pa3pylIAIOTCA B JU30COMax, a 0Opa3yoIluecs: >KUPHbIE KUCIOTHI M XOJIECTEPUH
YCBaMBAIOTCS OPraHU3MOM JJIsi CTPOUTENBCTBA HOBBIX KJIETOK M JJISl TONOJHEHUS dHEpruu. ¥
nauuenToB ¢ JJIKJI u3-3a Hepocrarka aktuBHOCTH JIKJI KIJIETKM HACTOJIBKO NEPENOIHSAIOTCS
HEPACUICTUVIEHHBIMU MOJIEKYJaMH, YTO OHU IEPEeCTalOT BBIMOJIHATH CBOM (YHKIUHU. bomblie
BCEro TakuWX HEPYHKIMOHUPYIONIMX KIETOK HAaXOIUTCS B TICUEHHU, CEJE3EHKE, CTeHKaX
KPOBEHOCHBIX COCYJI0B, HAJIIOYEUHUKAX, HO MTOPAXKAOTCS TaKKe U Apyrue oprausl U Tkanu. Co
BPEMEHEM, HallpUMep, II€YeHb, 3HAYUTEIBHO YBEJIMYMBAETCA B pa3Mepax, IepecTaeT
(GyHKIIMOHUPOBATh, IMOCIIE YEro OpraH 3apacTaeT COCAUHUTENbHON TKaHBIO C IEPEXOJ0M B
UPPO3. A TIOBBIIICHHE YPOBHSI XOJECTEPUHA B KPOBU COMNPSDKEHO C TMOBBINICHHBIM PHCKOM
3a00sieBaHUN ceplla, a TakkKe psJAoM JApYyrux 3a00JeBaHMil, BBI3BAHHBIX HapyLIEHHEM
MPOXOJIUMOCTH apTEPHIl.

Kaxk nposBasierca JJIKJI?

Briepsbie ommcanHsle M. BonbMaHOM Kak OTAenbHbIE 3a00JjeBaHMsA, MH(DAHTUIbHAS
dopme JIJIKJT (6one3up Bonbmana) (B 1956 roay) u 60J1e3Hb HAKOIUIEHHUS 3()UPOB XOJIECTECPHUHA
(B 1963 rony), B HacTos1IEe BpeMs pacCMaTpUBarOTCs Kak kinHUYeckue ¢popmal JJJIKIL.

BozpacT Hauana 3a0601€eBaHUs U TEMIIBI €I0 IPOTPECCUPOBAHNUS B 3HAUUTEIHHONW CTENIEHU
BapHabesIbHbl U MOTYT OBITh CBSI3aHBI C IPUPOJIOH, JIEKAIIUX B OCHOBE MyTallUH.

ITpu undantunshoit ¢dopme JJIKJI (6one3nn Bonbmana) y MiaieHIEB BO3HUKAIOT
MIyOOKHE HapylIeHUs pocTa U pa3BUTHs, (GUOPO3 TMEUEHH, IUPPO3; JETH TOTHOaAT OT
MEYEHOYHON HEeI0CTATOYHOCTH B pAaHHEM BO3pacTe.

ITpu no3zaneit popme JJIKII (BHDX) y neteii u B3pociibix HaOII01a€TCsI COUETaHNE
JUCTUNHIEMUH (HapylleHue OajlaHca JIMIKIOB B OpPraHH3ME), rermaroMeraqu (yBeludeHHe
MIEYEHHU), MTOBBIIEHUS YPOBHSI TpaHcaMHHa3 ((hepMEHTOB, YPOBEHb KOTOPBIX IMOBBIIIAETCS MPU
3a00JIeBaHUSAX TI€UYEHH) U MHUKPOBE3UKYISIPHOTO CTearo3a (HAKOIUIEHHS >KUPOBBIX Kalelb B
KJIETKaX IMEeYEHH ).

VY nereit u B3pocnbix ¢ JJIKJI Ha mporshkeHuMM 3 JIeT mocie Havajga CHMIITOMOB
npubim3uTenbHo B 50 % cimydaeB HaOMOgaeTcs mporpeccupoBaHue B GuOpo3, MUPPO3 WIIH

BO3HHKACT H€O6XO}II/IMOCTB B MPOBCACHUH TpPAHCIUIAHTAIUU IICYCHU. Haumnas ¢ JC€TCKOI'O
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BO3pacTa, MOTYT HpPOSBIATHCA HAPYIIEHUS CO CTOPOHBI CEPACYHO-COCYAHCTOM CHCTEMBI,
00yCJIOBJIEHHbIE PAHHUM aT€pPOCKIIEPO30M.

Huaruos JJJIKJI MoxeT ObITh 3a1o/103peH NPy HAIUYHHA U3MEHEHUI CO CTOPOHBI IIEUCHH
(remaToMeranuu, NOBBILIEHUS] aKTUBHOCTH TpaHCAMMHA3, IPU3HAKOB CTE€AT03a) M HapyLLEHUs
munuaHoro  npoduias.  CIIOKHOCTh  AMAarHOCTMKHM — 3aKJIIOYaeTcss B OTCYTCTBUU — WIIM
HEMHOT'OYHCIIEHHOCTH KaJo00 NalMeHTa, HECMOTpPsl Ha IMPOrPEeCCUpPOBAHUE MAaTOJIOTMYECKOIro
rnpouecca B IeYeHu M Apyrux opra”ax. Bo muHorux ciaydasx IJIKJI Haxomsar ciiydailHO Iipu
OOHApy)KeHHMH M3MEHEHWH B OHMOXMMHYECKOM aHAlW3€ KPOBU WIH YIbTPa3ByKOBOM
UCCIIeIOBaHUU IIeYeHH. TeM He MeHee, pa3IMuHble OpraHbl, B O0JIbLIEH CTENIEHH [1€YEHb, TEPSIOT
CBOI0O (YHKLUMOHAJIBHOCTb. B CBsI3M € TeM, 4YTO OpPraHu3M MOXKET HEKOTOpOe BpeMs
(GYHKIMOHUPOBATH JaXke ¢ HEOOBIION YacThIO NeUueHH, HeKoTopble manuenTsl ¢ JJJIKJI y3naroT
O CBOEM JMarHo3e, uMes IOCIEJHUE CTaJUU LUPPO3a, KOrja JIH0OOH CTPECCOBOE COCTOSHUE
MOYKET 3aKOHUYMUTHCS MOJHOM norepelt (yHKIMOHUPOBAHUS MEYEHU U JIaXKe CMEPTHIO MaLMEHTA.

Co CTOpOHEI IICYCHHU:

*  ®ubpos

* Huppos

* TlopranbHast THIIEPTCH3HS

° ITeuenounas HEAOCTATOYHOCTH

Co CTOPOHBI CEPACYHO-COCYINCTON CHCTEMBbI:

*  VYckopeHHOE (OPMUPOBAHUE ATEPOCKIIEPO3a
* HWmemunueckas 605e3Hb cepama

*  Hucyner

* UMudapkr Muokapaa

Co CTOPOHEI CEIC3CHKH:

e Anemus
*  TpomOouuToneHus
*  Puck TpaBMaTH4ecKoro pa3pbiBa CEIC3CHKH W/WIIH CIUICHIKTOMUHU

Co CTOPOHBI KEAYAOYHO-KUIIISYHOI'0 TPaKTa

* boub B xuBOTE
* Hapymenue nunieBapeHus
¢ OrcraBaHue B pocTe
Kakmue y 3Toro 3adoneBanusi ObIBAIOT OCJI0KHEHUA?
ITo mepe nmporpeccupoBanus JJIKJI MoxeT pa3BuBaThCs MEUYEHOYHAS HEIOCTATOYHOCTb.

B cBs3u ¢ HapymieHneM oOMEHa XKHPOB U XOJECTEPUHA MOXKET Pa3BUTHCS aTEPOCKIEPO3, YTO
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IOPUBOANUT K MHGpApKTaM M HMHCYJbTaM. AHEMHs M CHU)KEHHE KOJIMYeCTBAa TPOMOOLIUTOB, a
3HAYUT U YacThle KpoBOTeueHMs — 3T0 ocnoxHenue JJJIKJI B cBs3u ¢ HapylieHueM (QpyHKLUU
CEJIE3EHKH.

Kak ycranasauBart B j1abopaTtopun guarno3 JJIKJI?

Bpaun Ha OCHOBaHMM KJIMHHYECKMX CHUMITOMOB MOIYT 3all0JIO3pUTh 00j€3Hb. 3aTeM
MIPOBOJATCS JIAOOPATOpPHBIE TECThl W HMHCTPpyMEHTalIbHOE wuccienoBanue. Juarno3 JIJIKJI
NOJATBEPXKIACTCI HAa OCHOBAaHUM OOHApY)XEHHUS 3HAUUTENBHOro JAeduuuTa aKTUBHOCTH
depmenta. AxktuBHocTh JIKJI onleHuBaeTcs myreM onpeneneHus: akTUBHOCTH ()epMEHTa B CyXUX
ISTHAX KpoBU Ha QuibTpax. Takoil crocod onpeneneHust NpakTUYeCKU OJHO3HAUYHO YKa3bIBAaeT
Ha JIJIKJI, Tak kak y nmauueHToB akTUBHOCTh JIKJI cHM)KE€Ha B JECATKH U COTHM pa3, a MHOTJA,
IpU TSOKETBIX (OpMax, BOBCE OTCYTCTBYeT. HemsBecTHO OOJbIIe HUKAKUX JAPYTHX COCTOSHUH,
korna axktuBHOCTh JIKJI HacTonpko Huzkas. Ananmu3 kpoBu Ha JIKJI MoxkeT BbICTymaTh B
KaueCTBE MHCTPYMEHTA B NIPOrpaMMax CKPUHUHIA U KPYIHBIX HNOMYJISILIMOHHBIX UCCIIEI0BAHUAX
JUIKJI, a Takke MOXeT ObITh aJalTUPOBaH Ui CKpUHHHIAa HOBOPOXKJICHHBIX. ECIIN aKTHBHOCTh
¢depmenTa cHmxkeHa, To nposoautcs JHK-auarnoctuka. B pesynbrare KOTOpO#l BBISBISIOT
mytauuu B ree LIPA. TIpu 3ToM 3a00n€eBaHuy y NalMeHTa BBIABIAIOT ABE MyTaluu B reHe. OHU
MOTYT ObITh B TOMO3UI'OTHOM COCTOSIHUU (TO €CTh JIBE€ OJMHAKOBBIE MyTallH) WJIM B KOMIayH/ -
reTepO3UTOTHOM COCTOSIHUY (JIB€ pa3Hble MyTallUH).

Tonbko Ha OCHOBaHUM Ja0OPATOPHOTO TECTUPOBAHUS AUATHO3 MOXKET ObITh YCTaHOBJICH.

Kaxkoii nporno3 y nanuentos ¢ AJIKJI?

be3 neuenus nporno3 HebmaronpuaTHbA. Mnanenisl ¢ uHpanTuiIbHOU hopmoit IJIKIT
(6one3npto BonbmaHa) morubarT B TeUCHUE EPBOTO TOJIA KHU3HU.

VY Noj0BUHBI AeTel U B3POCIBIX ¢ Ooiee MIATKoi popmoit Oone3nu (601e3Hb HAKOIUIEHUS
7(¢UpoB XoJecTepuHa) B TeueHue 3X jeT mociie mosisaeHus cumnrtomoB JIJIKJI mopaxeHue
MEYEHU CTAHOBUTCS HACTOJIBKO TSDKEIBIM, YTO pa3BuBaeTcs (ulOpo3, MUpPpO3 WU Tpedyercs
nepecajKa NeuyeHH.

Kak ageyat nauuentos ¢ JJIKJI?

Jlyia neveHus: HEaBHO CYIIECTBYET Iperapar, KOTOphIi sBiseTcs (epMEHTOM JIMIa30H,
HO TOJIKO MOJYYEHHON TNeHHO-WHXKEHEPHBIM IMyTeM. JTo mpenapaT HasbiBaeTcs «Cebenumnasa

anbpan**

U OH yxe 3apeructpupoBaH B Poccun. CyTpb JieueHHs OYEHb NMPOCTasl — MAIUEHTY

BBOJIAT HEAOCTAIONIIMI B opraHu3Me (epMeHT, B pesyibpTare cebenunaza anbda** HaumHaeTr

pacLIenIsATh HaKaIUIMBAEMbIE BEILIECTBA U OCTAHABIMBAET IPOIPECCUPOBAHUE OOJIE3HH.
Tepanusi sABAsieTcs MOKM3HEHHONW MJIM MOXKHO IPOHTH HECKOJBKO KYypPCOB H

BbLLICYUTH 00J1€3HL?
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3amecTuTenbHas GepMEHTHAs Teparnus cedenumna3oi anbda** sBiseTcst MOKU3HECHHONW 1
3HAUUTEIBLHO YJIy4IllaeT MPOTHO3 3a00jeBaHus, yiydiiaeT kadecTtBo ku3Hu neteit ¢ JIJIKJI u
NpeoTBpallaeT pa3BUTHE LUppo3a meueHH. K coxaneHuio, ¢GepMeHT, KOTOPBIA BBOJAAT
BHYTPUBEHHO (OKHUBET» TOJBKO OIPAaHMUYEHHOE BpPEMS M €ro HEIOCTaTOK HYXHO BCE BpeMs
BOCMOJHATh. DTO TaK € Kak NpUeM HMHCYIMHA NpH JuabeTe — WHCYJIMH HY)KHO MOJIy4aThb
MOCTOSIHHO, YTOOBI KOMIIEHCUPOBATh (PYHKIIMIO MOKETYJOUYHOM JKEee3bl.

Cebenunaza anbda** HazHayaercs 1pa3 B JBe HEAENH NETSIM U B3pocibiM M 1 pa3 B
Henenmo muazaeHnam. Jloza cocraBiseT IMI/Kr, TO €CThb pacCUMTHIBaeTCsS MO Becy peOeHKa.
[Ipenapat BBOoAMTCA BHYTpuBeHHO. Koppekuus 103bl mpenapara MPOBOAUTCS MPU CHUKCHHUU
WM YBEJIMYEHUU Beca peOeHKa.

Yero cTOUT onacaThes NMPH Ha3HAYEHUHU cedeunassl ajibpa**?

3% mnamueHTOB BO BpeMsl KIMHHYECKUX HCCICIOBAHWN YKa3bIBAIM HA TPU3HAKUA H
CUMIOTOMBI aHa(UIAKCUU, TO €CTh TSKENION amiepruyeckoil peakmueit. Ilostomy uHby3un
cebenunaspl anbpa** MOMKHBI MPOBOJUTHCS IMOATOTOBICHHBIM MEIUIIUHCKUM PaOOTHUKOM,
YMEIOIINM OOPOTHCS C TSHKEIBIMHU AJUICPIrHUECKUME PeakIusaMu. B ciryyae pa3BUTHS MOZOOHBIX
peakiuii, HEoOXOAWMO HE3aMEJIUTENIFHO TMPEKPaTUTh BBEIEHHE TMperapara W HavaTh
COOTBETCTBYIOILIEE JICUEHUE.

MoxkHO M Je4uTh 3a00/1eBaHMe JAPYrHMH MNpenapaTaMH- KOTOpPble CHHKAKIOT
YPOBEHb X0/1eCTEPHHA HJIH MIOMOTal0T padore nevyenun?

Orta Tepamws, KOTOopas TpPUMEHsUIaCh JO TOSBICHHS Tpernapara, CIOCOOHOTO
BO3/ICHICTBOBAaTh Ha TedeHWe Oone3Hu. K cokalleHWro, MpHMEHEHHE TemaTONpPOTEKTOPOB M
IpenapaToB, CHUKAIOIUX YPOBEHb XOJECTEPUHA SBISETCS CUMIITOMATUYECKUM M HE BIMSET Ha
ucxonpl 3aboneBanus. Kpome Toro, ucciemoBaHMii, Moka3blBalOUIMX 3(PQPEKTUBHOCTb 3TON
Tepanuy He MpoBOAWIOCh. OJHAKO HAJ0 OTMETUTh, YTO OJWH W3 TOAXOMOB K  Teparuu
COXpaHsieT aKTyaJIbHOCTh JI0 CUX IOp M yayuuiaeT coctosiHue nauuenton ¢ JJIKJL. Oto Husko-
xupoBass auera. OpHako 0e3 TNpOBENCHHMsS 3aMECTUTENbHON (epMeHTHOW Tepanuu ee
3¢ (HeKTUBHOCTH OyIeT HEAOCTATOYHOM.

Ta6muma 1. O6cnenoBanue mamuentos ¢ JIJIKJI
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Poct, cm

Bec, Kr

Pasmepbl neyeHn (NanbnaTopHo), cm

Pa3mepbl ceneseHKM (NanbnaTopHoO), cm

Pasmepbl neyeHun U cesie3eHKU (NanbnaTtopHo), cm

O6wmii aHanus Kposu (nemkouuTbl), x10*9

O6wumii aHanus Kposu (3putpoumtbl), x10*12

HecKkonbKo pas B rop,

06wmit aHanu3 Kposu (remornobuH), r/n

O6wmit aHanus Kposu (TpombouuTbl), x10*9

Buoxumunueckuit aHanus kposu (ANIT), ea/n

Buoxumuueckuii aHanus Kposwu (ACT), ea/n

XonecrepuH obwmii, mmonb/n

Tpuranuepunabl, MMonb/n

XonecrepuH-JINHM, mmonb/n

XonectrepuH-J/INBI, mmonb/n

Koarynorpamma (napametp )

Y3U 6ploliHOM NonocTu (neyeHb), cm

HeckonbKo pas B rop,

Y3U 6ploLHOM NON0CTU (CeneseHkKa), cm

Y3U 6ptoliHOM N00CTU (HAANOUYEUHUKHU), CM

KpOMe TOI'0 HYXXHO HPOXOAUTH KOHTPOJIBHOC 06CJ'I€,Z[0BaHI/Ie B KPYIINIOCYTOYHOM HJIN

JTHEBHOM CTallMOHape 2 pa3a B roji Ui OLIEHKU 3PPEKTUBHOCTH COCTOSHUS.
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Ipunoxenne I'1-I'N. IlIkanbl oieHKH, BONPOCHUKYU U APYyrue OLeHOYHbIE
HHCTPYMEHTbI COCTOSIHUSA MALMEHTA, IPUBEICHHbIC B KIMHUYECKHUX

PEKOMEHIAIIUAX

Ipunoxenne 'l CpaBHeHue uposiBjieHuii nHpanTHiIbHOI ¢dopme JUIKJL (Gose3nn

Boabmana) u 60Je3u HakomIeHus dhupos xouaecrepuna (BHIX)

IIposiBiienue bB BHOX
HeTckuii — B3pOCIbIil
BospacT Havana / TMarHOCTHKH 0-3 mecsma
BO3PACT

Bo3pact Ha MOMEHT JIETaJIbHOTO HCXO0/1a o 1 roxa .

p A A ¢ BapuabenbHblit
(6e3 eueHms) (B cpenaem 3-4 Mec)
I'ematomeranus + +
®ubpo3 / nuppo3 neveHu +/- ++
Cnnenomeranus + +
Kanpuugukarys HamoYeYHUKOB + -
CuHIpoM MaibabCcopOIu + +
I'unorpodust/Kaxexkcus + -
HeBponoruueckue nposiBICHUs Ha +
MO3IHUX CTAAHUAX OOJC3HU
PauuwMii arepockiepo3 +/- +
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IIpuao:xenue I'2. Inddepennuanbuas nuarsocrunka HAXKBII n JIJIKJL

IIpusnak HAKBII BH3X
Bospact mosBiienust nepBwix | OObIYHO cTapiie 25 et OOGBI4HO MOJIOXKE 25 JIeT
CUMIITOMOB
CaxapHblit tuader 2 Tuma OOBIYHO eCTh OOBIYHO HET
Oxupenue OOBIYHO eCTh OOBIYHO HET
DddekT oT moxyaaHus OOBIYHO €CTh OOBIYHO HET
Crenomeranus 6e3 aciura Her VY % nanueHToB
Cumnromsl  Manbabcopbuuu | OObIYHO HET MoryTt ObITH
(creatopes, auapes,
OTCTaBaHUE B Pa3BUTHH)
[IpexneBpemennoe passurue | Her Yacro
aTepocKiepo3a U ero
OCJIOKHEHUH (UBC,
aneBpusma aoptsl, OHMK)

Ipuaoxenue I'3. 3a00p OumomaTepuaJsia 151 IMATHOCTHUKH B IATHAX KPOBH

KpoBp coOupaercs Ha CTaHAApPTHYIO
kapTouky-Quibtp (Ne903), xoropas
pUMeHseTCs JUIs CKpPUHUHTA
HOBOpPOXIEHHBIX B  Poccuiickon
Qenepa WIM AHAJOTUYHYIO IS
MOJIyUEHUs CYXOro TMATHAa KPOBH.
KpoBb MOXeT ObITh, KaKk KanuuIIpHas
(3 manbla, MATKU), TaK U BEHO3HAs.
Benosznas  kpoBb  cobupaercs B
MPOOUPKY, aKKypaTHO
NepeMEeIInBacTCd M 3aTeM ObICTPO ¢
IIOMOUIbI0 IHUIIETKH HAHOCHUTCA Ha
¢unpTp mo 25-50 MKJI KpOBH Ha
KOKIYI0  BBIJCJIEHHYIO  00OJacTb.

Heo06xonuMo ~ XOpoOIIO — MpOINUTATh

d0eo 0

He mesirmens. afinscmy nnorurmend moman Ha wonm sesm, 60t AMewAMe)
*  Kanau AonxHBl NONHOCTEIO NPOMUTATE KPYXKM C 06paTHO CTOPOHBI
*  He kacaiiteck 061acTu, NponnTaHHo KPOBLIO

Pucynoxk 1. OGpa3zel] npaBUIbHOTO HAHECEHUS] KPOBU Ha
KapTOUKY-
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BBIZICJICHHYIO 00JIacTh Ha (UIBTpE
(puc. 1). [IpeanodtrurensHO cOOMPATH
o0pasupl ocie enpl uepe3 40 MUHYT -
1 yac. Bo3MOXHO TakXe OCYIIECTBUTH
3a00p KPOBH U HATOIIAK.

Ha xaprouke-¢uabTpe 0053aTeIbHO
JOJDKHBI OBITH 4eTKo ykazansl OUO,
KeM U OTKy/Ja HalpaBleH IalueHT,
Jata poXKACHUS W TeleOH JIeHalero
Bpaya (PUCYHOK ).

OOpaserr  cyxoro IsITHA  KPOBH
BKJIAJIBIBACTCS B UHUCTBIA KOHBEPT,
6o B umcThld ¢ain. Kaprouka-
GuIbTp HE MOJDKHA COMPHUKACATHCS C
IPSI3HON IIOBEPXHOCTBHIO u c

oOpasamu MAI[UEHTOB.

JPYTHX

Heo6xoaumMo mpuiaiokuTh K oOpasmnam

MH(GOPMHUPOBAHHBIE coriacus
IIannueHTa NI €ro 3aKOHHBIX
MIPEACTABUTENE  HAa  IPOBEACHUE

1abopaTOPHBIX UCCIIETOBAHUN

¢ubTp

DIIII®
\
903 & 2023-10 000002Q/W001

XpaxuTs npu +2 - +25 C*

6 0010608

DO Naymenra

Dara powaeHus J[lara 83ATUA KPOBW Mon
U0 Bpava

nny / ropoa / Aapec

E-mail spada
Tenedou spava

Tecr
Dwaﬁpu I:] Nomne Dl’ome D MNc1 DLvso-GL 1 D Lyso-GL-3

D CemenHbIA CKPUHMHT, MyTaumu:

2. Obpa3zern KapTOYKU-PHIBTPA

Pucynox

AJITOPUTM JelCTBHH MeIMIMHCKOIO0 IMEePCOHAJIA IIPH B3ITHH 00pa31l0B KPOBH

®  BBIMBITh pYKH (TUTUEHUYECKUI YPOBEHbD), HAJIETh NIEPUYATKU;

e  BBIMBITH PYKH NAIMeHTa (IMATKY peOeHKa, B CiIydae, eciii KPOBb OepeTcs U3 MATKH);

®  [poTepeTh 00JacTh MPOKAIBIBAHUS CTEPHIIbHON calipeTkoi, cMoueHHoU 70% crupTom,

MIPOMOKHYTb CyXO0#l CTepHIIbHOM cali(heTKOM; - MPOKOJIOTh CTEPUIILHBIM OJHOPA30BbIM

CKapu(pUKaTOPOM;

L4 CHATDH IEPBYIO KAIJIIO KPOBU CTCPUIIBHBIM CYXHUM TaMIIOHOM;

L4 MATKO HaAaBUTH JJIA MMOJTYUYCHUSA BTOpOfI KaIlJii KpOBH,

L4 MMPUITOKUTH NCPICHAUKYIIAPHO TecT-0JIaHK K KaIlie KPOBH U IIPONHUTATh €TI0 KPOBBIO HACKBO3b,

L4 AaHaJIOTUYHBIM 06p8.30M HAaHECTHU Ha TecT-0JaHK 6-8 KaneJjib, BUJ IATCH KPOBU JOJIZKCH OBITh

OJIMHAKOBBIM C 00€HUX CTOPOH.
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®  BBHICYIIUTH TeCT-OJaHK B TOPU30HTAILHOM MOJO0XKEHUU HAa YMUCTOH 00€3KUPEHHOMN MTOBEPXHOCTH
He MeHee 4 4 0e3 mpUMEeHEHHsI TEIUIOBON 00pabOTKH U MONagaHus IPSIMBIX COJHEYHBIX JIy4Yei;
®  YIaKOBaTh TECT-OJIAHKU B YUCTHI KOHBEPT TAaKUM 00pa3oM, 4TOOBI MATHA KPOBH HE

COIIPHUKACAIIUCD.

Oco6ennocTu npu HH(PY3MOHHON Tepanuu
HexoTtopsble manuenTsl MOTyT HOJTY4aTh HHPY3UOHHYIO TEPAInIo, TIepeinBaHue KOMIIOHEHTOB KPOBH,
4YTO MOKET OKa3aTh BIMSHUE Ha pe3ysbTaThl TecToB. Hampumep, npu nepeauBaHuy mia3Mbl KpOBU
MOTYT OBITh MOJIYYEHBI JIOKHO-OTPUIIATEIbHBIC PE3YIbTAThI, TAK KaK onpesessieMble (hepMeHTHI
HAXOJATCS B IUIa3Me U B KJIeTKaxX KpoBU. PekoMeHyeTcst OCyIecTBUTh 3a00p KPOBH JIJ1sl (pepMEHTHOM
u JIHK-nmuaraoctuku He 9 paHee uem yepe3 6-7 JHEH 1Mocie nepeauBaHus Ma3Mbl KpoBH 1 yepes 7-10
JIHEH 1ocrie nepenBairs KOMIIOHEHTOB KPOBU
He nonyckaercs 3a00p kpoBu

e Cpa3sy mociie MPOBEACHHS MAUeHTY HHPY3HOHHON Teparuu;

® Cpaiy MmocCJjie 3aMCHHOI'O ICPCIIMBAHUA KPOBH.

XpaHeHHe U TPAHCIIOPTHPOBKA OMoMaTepuaJia
OO0pa31bl BBICYIIEHHBIX MATEH KPOBU MOXKHO XPaHUTh B 0OBIYHON KaMmepe XosioauniabHuKa npu +40C
10 otipaBku. CpoK XpaHEHHs 10 MOMEHTA OTIIPABKU HE JIOJIKEH MpeBbIaTh 7 qHeil. Ecnu xpanuTh
JI0JIbILE U ITpU OoJiee BBICOKOW TeMIIepaType, TO aKTUBHOCTh (pepMEHTA JAaXKe B HOPME MOXKET

CHUIKATBHCS, YTO NPUBEACT K JIOKHO-IIOJIOKUTCIIBHBIM PE3YyJIbTATaM.

Hpuaoxenue I'4. PekoMeHI0BAHHBIE 00LEeMbI BBEICHU cedeauna3nl ajabpa*™

Beauuuna maccol Tesia (Kr) OO0umii 00bem undy3un (M.H)1
1-10 10
11-24 25
25-49 50
50-99 100
100-120 250

1 <
- O0bem I/IH(I)y3I/II/I JOJIDKCH 6aSI/IpOBaTLC${ Ha Ha3HAYCHHOM J03€ M OOJIKCH OBITh

MIPUTOTOBJICH JI0 OKOHYATEIbHOW KOHIICHTpAIuH cedenmmmassl anbda** 0,1-1,5 mr/mir.

(mo3a 1 mr/kr)*
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IIpunoxenue I'S. Yacrora nposeaenus odciaenoanus y nauueHTos ¢ JJJIKJI

Ha (poHe PpepMEHTHOM 3aMeCTUTEIHLHOM Tepanuu

Ho Ha ¢one @3T JJIKJI (madysus Cebennmnazbl-
Tepanuu anbda*™ KaXxaple B HEIENN)
[TapameTpsl Ilepsriii rog Tepanuu | Ilocienyromue rogsl
Henens Mecsu Mecsu
012|413 ]6 (12|33 |6 ]9 |12

Junamuka pocta u Beca (SD, UMT) X X | X | X | X [X |X |[xX|x|Xx|X
Pasmep meuenu u ceneseHku (manbmatopHo | X X [ X [ X |X [X|X |[X[X|X|X
1 TIEPKYTOPHO)
OO0muii aHaTU3 KPOBH X X X | X | X | X X | X | X | x
buoxnmuyeckuit ananuz kposu (AJIT, ACT, | X X X | X |X|X |[X [|X|x|X
I'TT, lLI®, 6unupyOuH, anp0yMHH, TIIFOKO3a,
KpEaTHHHH)
Jlumumorpamma  (o6mri.xonecrepun, JIIIBII, | X X X | X | X | X X | X | X | x
JITTHII, Tpurnuuepuisn)
Koarymorpamma X X X | X | X |X X X
Y3U 6proniHoit moJ0CTH X X X | x X X
(nedeHs, Celle3eHKa, HAAIIOYEYHHKH,
JINaMeTp BOPOTHOU U CEJIC3EHOYHOI BEH)
MPT (medeHsp, cene3eHKa, HaIMOYEYHUKH) X X X | X X
DubpocKkaHNPOBAHNE X X X | X X
Ol1eHKa HeXXeJlaTeJIbHBIX SBJICHUM X X | X | X [ X | X [X |X |[X|[X]|X
KoHcynbranus nueronora X X X | x X
KoHcynpranus kapauonora X X X | X X
(1o moxazaHusIM)
Koncynpranms HeBposora X X X | X X
(10 MoKa3aHMUsIM)
Koncynpramms 3H10KpHHOIOTA X X X | x X
(1m0 moKa3zaHMsIM)

SD — CTaHAapTHOC OTKJIIOHCHUEC pOCTa JJid JaHHOTO 110JIa U BO3pacTa

[]

- IPOMEKYTOUYHBIN KOHTPOJIb

- KOHTPOJIb B KIIMHUYECKOM ILICHTPE
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Table 3. Schedule of Ongoing Monitoring of Adults and Children With LAL

Deficiency.
Frequency
Assessment At Every 3 Months up to | Every 3 Months up to | Annually | Multiannually
1 Month 1 year and Every 6— 1 year and Annually

12 Months Thereafter

Thereafter

Comprehensive
clinical evaluation

Cardiovascular evaluation

Lipid profilez

Noninvasive
cardiovascular
assessment

Hepatic evaluations

Hepatic tests®

Noninvasive liver
assessmente

Other

Kidney function testst

Blood tests®

X

a

Total cholesterol, triglycerides, high-density lipoprotein cholesterol (HDL-C), and calculated
non-HDL-C and low-density lipoprotein cholesterol (LDL-C); direct LDL-C measurement is
recommended if triglycerides are >400 mg/dL (4.52 mmol/L). Optional tests include very
low-density lipoprotein, chylomicrons, apolipoprotein A1, apolipoprotein B, lipoprotein(a),
and LDL particle number.

b

Every 1 to 2 years for patients with atherosclerosis and every 2 to 5 years for stable patients.

c

A follow-up liver biopsy for worsening/reversal of disease may be considered at the treating
clinician's discretion.

d

Alanine aminotransferase, aspartate aminotransferase, y-glutamyltransferase, and alkaline
phosphatase activity.

e

Transient elastography or other imaging methods measuring liver stiffness, acoustic
radiation force impulse imaging, or shear-wave transient elastography.

f

Blood urea nitrogen, serum creatinine, and estimated glomerular filtration rate.

Complete blood cell count, red blood cell count, white blood cell count, hemoglobin level,
hematocrit, platelet count, prothrombin time, and international normalized ratio.
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https://www.sciencedirect.com/science/article/pii/S1096719219307358?via%3Dihub#tf0010
https://www.sciencedirect.com/science/article/pii/S1096719219307358?via%3Dihub#tf0015
https://www.sciencedirect.com/science/article/pii/S1096719219307358?via%3Dihub#tf0020
https://www.sciencedirect.com/science/article/pii/S1096719219307358?via%3Dihub#tf0025
https://www.sciencedirect.com/science/article/pii/S1096719219307358?via%3Dihub#tf0030
https://www.sciencedirect.com/science/article/pii/S1096719219307358?via%3Dihub#tf0035
https://www.sciencedirect.com/science/article/pii/S1096719219307358?via%3Dihub#tf0040

[puiaoxenue I'6. PacmmdpoBka npumeyanmii

... — Ipemnapar BXOUT B NEPEUCHb JKH3HCHHO HEOOXOMMMBIX H BaKHEHIINX JCKAPCTBCHHbIX
npemnapatoB (Pacmopsokenue IIpaButensctBa PO ot 12.10.2019 Ne 2406-p «O0 yTBepkIeHUU
MepPEeYHsl KU3HEHHO HEOOXOIMMBIX M BOKHEUIIUX JICKapCTBEHHBIX IpemnapatoB Ha 2020 rox, a
TakKe TepeyHel JIeKapCTBEHHBIX IpenapaTtoB Il MEIULUHCKOrO TMPUMEHEHUs |
MUHUMAJIBHOTO AaCCOPTUMEHTA JIEKAPCTBEHHBIX IIPENapaTroB, HEOOXOAUMBIX Il OKa3aHUs
MEJIULIUHCKON TTOMOILIH

# - mpumenenue off-label — BHe 3aperucTprpoBaHHBIX B HHCTPYKIIUH JICKAPCTBEHHOTO CPEICTBA
MOKAa3aHUN OCYILECTBISETCS MO PEIICHUI0 BpaueOHOM KoMucCuH, ¢ paspemieHus JlokanbHOTro
ATUYECKOTO KOMUTETAa MEIUIIMHCKON OpraHu3anuu (Ipy HAIWYUHU), C YCIOBHEM IOANMMCAHHOTO
MH(OPMUPOBAHHOI'O COIIACHS POJUTENEH (3aKOHHOTO MPEICTaBUTENSA) U MAallUEHTa B BO3pacTe
crapuie 15 ner;

**% - MEIMIMHCKOE W3Jeliie, HMMIUIAHTHPYeMOe B OpraHM3M uYeloBeKa IPU OKa3aHHU

MEAMIMHCKOW IOMOIIM B paMKax IporpamMMbl TOCYJAapCTBEHHBIX TapaHTUH OECIUIaTHOTrOo

OKa3aHHd rpaxaaHamM MCIII/IIIPIHCKOfI IIOMOIIH.
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