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1. Kparkas wunHdopManus mno 3a00JeBAaHHI0 WJIHM COCTOSIHHIO (Tpymme
3a00JIeBaHMIi WM COCTOSITHUIA)

1.1 Onpeneaenne 3a00J1eBaHU WM COCTOSIHNS (IPYIIBI 3200 1€BaHNI HJIH COCTOSTHHI)

I'anaktozemust (I'AJI) — rpymnma HacleACTBEHHBIX HAapyIICHWH OOMEHa YIJIEBOAOB, NpHU
KOTOPOM B OPTaHHM3ME HAKAIJIUBACTCS M30BITOK TaJlakKTO3bI U €€ METabOIHUTOB, YTO 00YCIOBIIUBACT
KIIMHUYECKYI0 KapTUHY 3a0ojieBaHus H (HOPMHUPOBAHHE OTCPOUYCHHBIX OCJIOKHEHHMH. Tun
HaCJIeJI0BaHMUS BCeX (POPM rajlaKTO3EMHUU - ayTOCOMHO-PEIECCHBHBIN.

1.2 DTHoJIOrusa M NnaToreHe3 3a00JeBaHHUs MJIN COCTOAHHUA (IPyNNbl 3a00J1eBAHUI MJIH

COCTOSIHMH)

lNanakro3a (ot rpeuyeckoro cimoBa galaktos - MOJOKO) - MOHOCAaxXapuj W3 TPYIIbI FEKCO3,

u30Mep IoKo3bl. HecMoTps Ha 60J1b110€ CXOJCTBO MOJIEKYJ TIIFOKO3bl U IajlaKTO3bl, IPEBpaLleHNE
NOCJETHEH B TIIOKO3y TpeOyeT HECKOJBKHX ()epMEHTATUBHBIX PEAKLUH, KOTOpPHIE MPOTEKAIOT B
nuroriazmMe kietku (puc. 1). Tamakro3a mMMeeT BaKHeiIee 3HAYCHUE JUISL POCTAa U Pa3BUTHSI
OpraHu3Ma M SBISIETCS KOMITOHEHTOM TPYIHOTO MOJIOKA.

["anaxkTo3a HE TOJIBKO SBJSETCS 3HAUUMBIM HCTOYHMKOM 3HEPIHU JUISl KIETKH, OHA UIpaeT
BOXHYIO IPEOMOTHYECKYIO pOJb, CIY)KUT HEOOXOJUMBIM IUIACTUYECKUM MaTepUuajioM i
00pa30BaHMs TIMKOMPOTEHIOB, TIIMKOIHUIIUAOB U APYTHX CIOXKHBIX COCITUHEHHH, MCIIONb3YeMBIX
OpTraHu3MOM JiJIsl JOPMHUPOBAHUS KIETOYHBIX MEMOpaH, HEPBHOHM TKaHH, MTPOIECCOB MUESITUHU3AIUH
HeilipoHoB M Ap. Hapymenue weraGonm3Ma TranakTo3bl, HaOdr0faeMoe TNpU TalaKTO3EeMHH,
HEH30€XHO MPUBOJIUT K pacCTPONCTBY (YHKIIMOHUPOBAHUS MHOTHUX OPTraHOB M CUCTEM OpTraHU3Ma.

bonbiioe komudyecTBO MOTPEOsiEMBIX B TEUYEHHWE IHS MHILEBHIX MPOIYKTOB (B IEPBYIO
ouepesb MOJIOYHBIE TPOJYKTHI) CONEpXKAT JIAKTO3y, W3 KOTOPOH B KHIIEYHUKE B pe3yibTare
THJIpOJIM3a 00pa3yercs TajakTo3a; HEKOTOpbIe MPOJIYKThl MUTAHUS COJEpKAT rajJakTo3y B YMCTOM
Buje. Y 4eJIOBEKa TajaKTo3a MOKET 0O0pa30BBIBAaTbCA HHJOTEHHBIM IyTEM, IOJABISIOIIEE ee
KOJINYECTBO CHUHTE3HUPYETCS B mporecce (bepMeHTaTUBHBIX peakmuii MEXITY
ypununaudocdarrmokozonn (Y AD-rmoko3oit) u Y/ dD-ranakto3oi, a Takke B npoiecce oOMeHa
[JIMKOMPOTENHOB U TIMKOJIUIUIOB.

«["amakTo3eMus» OTHOCUTCA K HACJIEICTBEHHBIM OOJIE3HSM YIJIEBOJHOTO OOMEHa M OObeIUHSET
HECKOJIBKO TreHeTndeckux ¢opm 3aboneBanuii. [amaktosemus tun | (CAJI 1) oGyciosiena
mytanusiva B TeHe GALT, kaprupoBanHoM Ha 9pl13.3, uTo mpHMBOAMT K AeDUIUTY TanakTo3o-1-
docharypununrpanchepassl (IAJIT). INanakrozemus tun Il (IAJI 1) oOycioBnena mytanusmMu B

reie GALK1, xaptupoBanHoMm Ha 17(025.1, yto mpuBomuT K aedummry ramaktokuHasel (['AJIK).
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Iamakrozemust tum I (CAJI 1ll) obycrmoBnena myranusmu B rene GALE, xaprupoBanHOM Ha
1p36.11, yto mpuBoaut K aedunury ypumuH-nudocdar (Y dD)-ramakrozo-4-snumepassl (I'AJID)
(puc 1).

B pesynbrare HenoctaTouHoctu obdoro u3 Tpex pepmentoB — [AJIT, TAJIK wnu TAJID —
B KPOBH TOBBIIIAETCS KOHIEHTpalUs ranakto3bl. [Ipu camkennn aktuBHocTH pepmentoB AJIT u
'AJID, moMuMo M30BITKA TaaKTO3bl, B OPraHU3ME IMAIMEHTA HAKAIUIMBAETCS TAaKKe M30BITOYHOE
KOJIMYECTBO TrallakTo30-1-docdara, dYro HA CETOAHSAIIHUNA JCHb CYHTACTCS OCHOBHBIM
NaTOreHeTUYeCKUM (haKTOpoM, 0O0YCIOBIUBAIOIIUM OOJIBIIMHCTBO KIMHUYECKUX MposBieHuil ['AJl
u (GOopMUPOBAHHE OTCPOYCHHBIX OCJIOKHEHUH. V30BITOK TrajmakTo3bl B OpPTraHU3ME MOXET
METa0O0IM3UPOBATHCS IPYTUMHU OMOXUMUYECKUMU yTsAMu: B pucyrcTBur HAJI®H (nmm HA L H)
OHa MOXET TNpeBpamaTbcs B TalakTUTON. HakomeHwe rajakTHTONa B KPOBH M TKAHIX H
MOBBIIICHHE €r0 SKCKpelUru ¢ Mouyoi Habmromaetcs mpu Beex ¢opmax ['AJl; B xpycTanuke riasa
M30BITOK TalaKTUTONA CIOcOOCTBYeT (JOPMUPOBAHUIO KaTapakThl. MIMEIOTCS CBEEHUS O TOM, YTO
BBICOKOE€ COJIEPKAHME TaJaKTHTOJIA B TKAHIX MO3ra CIIOCOOCTBYeT HaOYXaHWIO HEPBHBIX KJIETOK H
(OpPMHPOBAHHUIO TICEBIOOMYXOIH MO3Ta Y OTACIBHBIX IMAIUCHTOB.
[TaTtonoruueckue mnporeccbl npu ['AJl 00ycioBieHbl HE TOJBKO TOKCUYECKUM JACHCTBHEM
yKa3aHHBIX TMPOJYKTOB, HO M HMX TOPMO3SIIUM BIMSHUEM Ha aKTUBHOCTb IPYTUX (PEpMEHTOB,
YYaCTBYIONIMX B YTJIEBOJHOM oOMeHe ((ochorimokoMyTassl, TIIHOK030-6-pocharaeruaporenassi),
CJICZICTBHEM YETO SIBJISICTCS TUTIOTJIMNKEMUYECKUH CHHIIPOM.
[Ipeamnonaraercss Takke, 4TO MPEAPACIIONOKEHHOCTh K CENCUCY y HOBOPOXKIeHHbIX ¢ ['AJI Tum |
00yci0BIeHa HUHTMOMpPOBaHUEM OAaKTEPULIMAHON aKTUBHOCTH JIEHKOLIUTOB.
HaubGonee wacroit dopmoit T'AJI sBusercs T'AJI I. Ten GALT cocroutr u3 11 5K30HOB,
oxBartbpiBatoux 4,3 T.1.H. XpomocoMmbl 9pl3. B 0aze maHHBIX mo MyTrauusM denoBeka Human
Genetic Mutaton Database (HGMD Professional, Version 2020.3) ommcano 346 maTOreHHBIX
BapuanToB B reHe GALT [47]. K nHaubosnee pacripocTpaHeHHBIM ATOTCHHBIM BapUaHTaM OTHOCSTCSI
nse mytaruu: ¢.563A>G (p.Q188R) u ¢.855G>T (p.K285N), obycnasnuBaromme pazputue ['AJT 1.
Cpenu aueHToOB eBPOIEHCKOT0 MPOUCXOXKICHUS HanboJjiee 4acTou sBiseTcss myranus C.563A> G
(p.Q188R), cocraBmustomas 64% Bcex HaOJIOaEMBIX TATOTEHHBIX BapuaHTOB. BapuanTt ¢.404C> T
(p.S135L) cBszan ¢ «varkum» ¢eHotunom ['AJl | m BcTpeuaercs MOYTH HUCKIIOUUTENBHO Y
MAIMEeHTOB appPUKAHCKOTO TMPOUCXOXKICHUA. [[pyrue pacmpocTpaHeHHBIE MAaTOTCHHBIE BapHUaHTHI
BiiroyaroT: ¢.855G> T (p.K285N), ¢.626A> G (p.Y209C), c.413C> T (p.T138M), c.584T> C
(p.L195P) u IVS2-2A> G. V eBpeeB-alllIkeHa3M 4acTO BCTPEUAETCs JEJIELUsl pa3MepoM OKOJIO 5,5

kb. Bce T BapuaHTHI CBSI3aHBI C IOYTH HJIHM MOJIHOM NOTEpEH aKkTHBHOCTH (pepMeHTa.
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Bapuant ramakrozemus -Iyapre (GD2) sBnsercs pe3ynbTaTOM CIOKHOW T€TEPO3UTOTHOCTH IO
narorenHomy Bapuanty GALT (G) u Bropomy amiento, u3BectHomy kak p.N314D, Duarte 2 (D2).
D2 Bcrpeuaercs mpumepHo y 11% HaceneHuss B €BpONEHCKO-aMEPUKAHCKHX MOMYSIHUAX. B
HACTOsIIEe BpeMsl M3BECTHO, YTO OH BKJIIOYAET TAIUIOTHII U3 ISTH BapUAHTOB. TPU HHTPOHHBIX
BapuanTa (- €.378-27G>C, ¢.508-24G>A u ¢.507+62G>A), neneuuio 4 m.H. B MPOMOTOPE I'eHA U
3ameny C.940A> G (p.N314D). Amnens D2 camxkaer aktuBHOCTE ['AJIT mpumepro Ha 50%, Tak
YTO, KOT/Ia OH MPHUCYTCTBYET B TPAHC- IMOJIOKEHUH C KIACCHUYECKUM aJICNIEeM TalaKTO3eMHUH, TO
aKTUBHOCTH ()epPMEHTa MOXKET COCTaBIATh ~ 25% oT HOpMbl. Tekyiiue JaHHbIE MOATBEPKAAIOT
TUIOTE3Y O TOM, 4TO jAefienus 4 M.H. OTBETCTBEHHA 3a CHWKEHHE aKTHUBHOCTU (hepMmeHTa. BTopoii
Bapuant, Duarte 1 (D1, takke n3BectHbli kak BapuanT Jloc-Anmxkeneca wiu LA), He cBsizaH co
cHKeHHON akTuBHOCTHIO ['AJIT. Amnens D1 conmepxutr ¢.940A> G (p.N314D), a Ttaxxe
CHMHOHMMUYHOE HM3MEHEHHE HYKJIeoTuaa B dK30He 7, ¢.652C> T (p.L218 =), Ho He neneuuto
npoMoTopa 4 m.H. Ayiens Bapuanta D1 taxke cuutaercst J00pOKa4eCTBEHHBIM U aCCOLIMUPYETCS C
HOPMAJILHOW HJIH CJIErKa MOBBIIICHHON akTUBHOCTBIO (hepmenta ['AJIT sputporuros [16].
lanmakrozemun Il tuma (CAJI 1) oOycnosinena myrtanusmu B rene GALKL, kaptupoBaHHOM Ha
17925.1. Onucano okono 50 myranuii, yacThIXx MyTaluii He omucaHo. V3BecTHa ojHa MyTaluf,
p.P28T, koTopas yacTo BcTpeuyaercs y 1biran [17].

lanmakrozemust Tun Il (CAJT 11l) obycnoBnena myrtamusimu B rene GALE, xapTupoBaHHOM Ha
1p36.11. Onna u3 cambix penkux ¢opm I'AJl. U3BecTtHO okosio 30 MyTaruii, 4acThIX MyTalMil HE

OIIMCAaHO.



JHJI0reHHAS rajJaKTo3a,

JK30reHHAs FATAKTO3A, ofpa3oBaHHAs IPH 06Mere
TOCTYIAIOMIAS ¢ el IJIHKONPOTEHI0B 1
[IHKOIHITHI0B
Tamakrosa  _ _ _ _ _  Tamakruron

TI'anakro3o-1-ochat Y]®-rawoko3a ¢
Lild rAJ1a

YAP-TanarTosa Taroko3o-1-docdar

Pucynok 1. MeTtabon13Mm rajgakTo3sl

I'AJIT — dbepment ranakroso-1-dhocdarypuauntpacudepasa;
I'AJIK — ¢pepMeHT rajakToKHHAa3a;

I'AJID — pepment Y ]D-ranakro3o-4-anumepasa (Onumepasa).

1.3 DnuaeMuoorus 3a00JeBaHUA HJIH COCTOSHUA (rpynnbl 3a00JeBaAHUI WU

COCTOSIHMIA)

Yactora ['AJI mo qaHHBIM MaccOBOTO 00CII€IOBaHUsI HOBOPOXKICHHBIX B Poccuu coctaBisieT

1: 20 000. Dro 3Hauenwe He sBasercs ucTHHHOM yacTtoTor ['AJI | B P®, Tak kak BKIIOYAT U
kanHnyeckue BapuaHTsl ['AJl | u BapuanTtel ranaktozemusi-Lyapre. Janusix o yacrore I'AJI I, 111
HET, TaK Kak MoATBeprkaaromas auarnoctuka ['AJI B 6onbinHCTBE citydaeB B P He npoBoauTcs.
I'AJT | Bcrpewaercst y 1: 53 554 noBopoxaenubix B CoemunenHbix Illtartax [18] Yacrora DG-
rajakro3eMus npuMepHo B 10 pa3 Bblllle, UCTUHHAS 4YacTOTa HEW3BECTHA W3-3a PA3JIMUM B
CKpPUHUHTE.
Yactora I'AJI Il xonebnetcs ot 1: 2 200 000 no 1: 50 000 »HUBBIX HOBOPOXKAECHHBIX, IPUYEM camast
BBICOKasl HA0JTI0/IaeTCs y IBITAHCKOTO HaceneHus bonrapuu u bocuuu [19].

Yacrora nedpunura I'AJID, BBIABISEMOro NMpU CKPUHUHIE HOBOPOXKJIEHHBIX, B OCHOBHOM, 3TO
OeccMMNTOMHBIN  (HOOpOKAaYeCTBEHHBIN HM30JIMPOBAHHBIA MM  MPOMEXYTOYHBIM  BapHaHT),
coctasiisieT 1:70 000 y mnazneHueB eBporeiickoro npoucxoxaenus u 1: 6700 y appoameprukaHies

[20].
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1.4 Oco0eHHOCTH KOAMPOBAHNSA 3200JI€BAHMS WJIU COCTOSAHUSA (IPynnbl 3a00J1eBaHHi

HJIN cOCTOSAHMIT) Mo MeXIVHAPOIHOH CTATHCTHYECKOH KJaccubukanuu 00Jie3Heill U

npodJaeM., cBa3aHHbIX 0 310poBLeM (MKE-10)

E74.2 - Hapymenus oomena ragakto3sl (HemocTarouHOCTh ralakTOKMHAa3bL. [ aakro3emust)

15 Kaaccudpukanusi 3a00/1eBaHUSA MM _COCTOSAHMS (TPynnbl 3a00JeBAHMIA WU

COCTOSIHMA)

B ocHoBy coBpemenHoit kitaccudukanuu I"AJI mom0XeH 3THOTOTHYECKUNA TPUHITHII.

B 3aBucumoctu or nedekra OJHOrO M3 TPeX OCHOBHBIX (DEPMEHTOB, YUAaCTBYIOIIMX B OOMEHE
raJlakTo3bl BeIIEISIIOT Tpu THna ["AJI:
|. Knaccuueckuii - ranakrosemus | tuma, oOycrmoBineHHas aedpuuuToM QepmeHTa ramakro3o-1-
dochar-ypunmnrpancdepassl (I'AJIT) u HamuureM roMO3UTOTHBIX MU KOMIAYH-T€TEPO3UTOTHBIX
mytanuii B rene GALT (G/G). OrtaensHo BeigensaioT Bapuant dyapte (D2/D2) u ranakro3zemuio-
Hyapte (G/D2), npu KOTOpbIX MOTUMOPGHBIN BAPHAHT HAXOAUTCS B TOMO3MIOTHOM COCTOSIHUH HITH
KOMITayH/[-T€TEePO3UTOTHOM COCTOSIHHHU C ITATOTEHHON MyTaluei.
II. Heoocmamounocmo canaxkmoxunasot (I'AJIK) (ranakrozemus II tuma).
IIl. Jlepuyum ypuounougocpam-canakmozo-4-snumepazor (I'AJID wnmm  snumepasbl) —

ramakro3emusd 11 Tuna.

1.6 Knnnnueckas KapTHHa 3200J1€BaHUs] UM _COCTOSTHUS (rpynnbl 3200J1€BaHNI_HJIN

COCTOSIHM)

TAJI | (OMIM 230400) mposiBisiercst B HeoHaTtalbHOM nepuoje. Ha ¢oHe BckapMinBaHus

MOJIOKOM WJIM MOJIOYHOM CMECBhIO, COAEpKalled JIAKTO3y M TajakTo3y Yy HOBOPOKICHHOTO
MOSIBIISIETCS PBOTA, JUAPEsi, MBIIIEYHAsI TUTIOTOHUS, COHJIUBOCTD, BSJIOCTh. OTCYTCTBYET MpuOaBKa B
Macce Tesa, HaONI0AalTCs BAJOE COCaHWE, OTKa3 OT TPYAUM MaTepH, MOSBIAIOTCS U HapacTaroT
MIPU3HAKU MOPAKEHUS MEYEHU, 4acTo CONIPOBOXKAAIOIIHNECS
renaToMeraaneil/TenaToCIUICHOMETAIH, JKeNTyXOW, THUIOTJIMKEMHEH, HEePEeIKOo OTMEYaeTcs
KPOBOTOYMBOCTh U3 MECT MHBEKIUI

Haubonee tsoxensim nposiBaerreM ['AJl | 'y HOBOPOXKACHHBIX SBISETCS CETCHUC, KOTOPBIA UMEET
daTanbHOE TEYCHHE U Yallle BCEr0 00YCIOBIEH rpaMOTPUIIATEILHBIMA MUKpOOpraHu3Mamu, B 90%
cnyqaeB - Escherichia coli. Kak ocnoxneHust cercuca, BO3MOXKHO pa3BUTHE MEHUHTUTA,
OCTEOMHUENUTA. Y OIHOTO MalMEHTa BO3HUKJA TAHTPEHA MaJIbIIEB CTON W 3aJHEH MOBEPXHOCTH

onHOM Hor| [21]
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3aboneBaHne O0OBIYHO MaHU(ECTHpyeT B TIEpPBbIE JHH - HENEIW JKU3HHU, OBICTPO
IPOTPECCUPYET M B OTCYTCTBHHM JICUCHHUSI HOCUT JKU3HEYrpoKarouuii xapakrep. C mepBbIX MecsIeB
KHU3HU Y MHOTHX JIeTell (pOPMHUPYETCsI TBOSIKOBBITYKJIasi KATapaKTa.

VY HEKOTOpBhIX MAallMeHTOB MOXET OTMEYaThCsl CHUHAPOM BHYTPUYEPEIHOHN T'HIepTEH3MUH,
KJIIMHUYECKH TPOSBIISIONIMECS BHIOyXaHWEM M HampspkeHwem Oosibmioro pognuuka. [Ipu KT/MPT
TOJIOBHOTO MO3Ta ONPENIEIISIOTCS MPU3HAKU BHYTPHUYECPEITHOW TUIIEpTeH3UH [22].

Munanenust ¢ G/D, nonyuaromue rpyIHOE MOJIOKO WIIM CMECH C BBICOKHM COJICPYKAaHUEM
raJlakTo3bl (MOJIOYHBIE CMECH), OOBIYHO HE MMEIOT KIMHUYECKUX cUMOTOMOB. ECTh HccnenoBanus,
MOKa3bIBAIOIIEE OTCYTCTBUE PA3IMYUil MEXKy TpyIMIamMu aeteil ¢ ramakrozemucii G/D, moay4aBiimx
¥ HE TOoJydyaBHIMX JiedeOHOoe muTanue. HemoctaToyHOCTh (YHKUIMH SUYHUKOB, KOTOpAs YacTo
BCTpeuaercs npu kinaccuueckoit ['AJI |, He HaGmonanack y AeBodek win sxernd ¢ G/D [23].

Knunndeckast cumnromaruka pu [AJL 11 (MIM 230200) y MHOTUX OOJNBHBIX MOXET OBITh
OTpaHHuYeHa TOJIBKO (DOPMHUPOBAHHEM KaTapakThl. Takue CUMITOMBI 3a00JIeBaHUS KaK OTCTaBaHHE
pocTa W Macchl Tena, IUCHENTUYECKHE PACcCTPOMCTBA M JIp., HE3HAUUTEIILHO BBIPAKEHBI, XOTS U
MOTYT HaOJIOaThCs y AeTel TpyaHOro Bo3dpacta. Takke IpeAronaraeTcsi, 9To B 3aBUCHMOCTH OT
noTpebieHuss MoOJoKa B Oollee TMO3IHEM BO3pacTe, CYHIECTBYET MPEAPACHONOKEHHOCTh K
NpECeHUIbHOM KaTapakTe, pa3BuBaroleiics B Bo3pacte 20-50 et [24, 25].

lamakrozemust 111 Tuma (MIM 230350) BcTpewaeTcss MCKIFOUUTEIBHO PEAKO, 4acToTa ee
TOYHO Heu3BecTHa. Beinenstor 2 kinuHuuyeckue Gopmsl ['AJI 1ll, cBI3aHHBIE ¢ HEAOCTATOYHOCTHIO
['AJID: nobpokauecTBEHHYIO (M30JIMPOBAHHYIO) U TSDKENIYHO (TeHepaiu3oBaHHY0). KinHuueckue
IpPOSIBJIEHUS] TPU J100pOKayecTBEHHON (hopMe MOTYT OTCYTCTBOBaTb, M 3a00JIEBaHUE BBISABISETCA
cilydaifHO mpu OOHApy)KEHWH TOBBIIIEHHOTO YPOBHSI TajakTO3bl B KPOBM (IIpU TPOBEICHHUU
CKpUHHMHTA HOBOPOXKJEHHBIX, OMOXMMHYECKOM aHaIN3e KPOBH U 1p.). OTHAKO KaTaMHECTHYECKHE
HaOJI0IEHUs MTOKa3bIBAIOT, YTO y YACTH JIETeH B MOCIENYIOIEM UMEIOTCS HapyIIEHUs MOTOPHBIX
(GYHKLIUH 1 peueBOro pa3BUTHUS.

[Ipu Tsoxenoi Gpopme 3aboneBaHMs HauyaIbHbIE CUMITOMBI HIMEIOT CXOJICTBO C KJIaCCHUYECKOM
rajlakTO3eMHeH, BKIIOYAsl JKENTYXY, TellaTOMETaluio, PBOTY, MBIIICYHYIO TUIOTOHHIO, 3aJIEPKKY
(U3UUECKOro/TICUXOMOTOPHOTO  Pa3BUTHA. B  mocneayromeM HaONIOJaeTcs  CIUVIEHOMETasusl.
HecmoTps Ha panHee pacrio3HaBaHMe 3a00J€BaHUs U BKIIOUEHUS JUETUUECKOTO JIeueHusl, yepe3 2-3
roa HEpeAKo OOHapYKMBAIOTCS OTUYETIWBAs 3aJep)KKa ICUXOMOTOPHOTO DPa3BUTHI H
HEHPOCEHCOPHAsE TYroyxocTb. HEKOTOpble MalMeHTHl COCTABISIOT TPYIITY PUCKA TIO Pa3BUTHIO

KaTapaKThI. I[eTI/I C PI3OJ'IPIpOBElHHOI>i (I)OpMOfI OOBIYHO OCTAIOTCS KIMHUYECKU 3A0OPOBBIMU J1A’KE€ HaA
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OOBIYHOM MOJIOYHOM JAMeTe W MOTYT OBbIThb BBISIBIEHBI TOJBKO IIPU MAacCOBOM CKPHHMHIE
HOBOpOXIeHHBIX [20].
Onmcan oAMH CEMEHHBIN ciydail TsSOKENIoW TPOMOOLMTONEHHH, ACCOLMUPOBAHHBINA C

myrtaiusim B rene GALE [26].

2. /ImarHoctuka 3a00J1eBaHUSl WM COCTOSIHMS (Tpynnbl 3a00jieBaHUil WM
COCTOSIHMI1), MeIUMUMHCKHE TOKA3aHWS W NPOTHBONOKA3AHUS K NPHUMEHEHUIO
METOA0B IUATHOCTHKH

Juaenos I'AJl  ycmanaenueaemcsi Ha OCHOBAHUU COBOKYNHOCMU —AHAMHECMUYECKUX,
KAIUHUYECKUX — OAHHbIX, pe3yIbmamos J1aO0pamopHo2o  UCCLed08anus  (Ouoxumuyeckoeo u
MOJIEKYIAPHO-2eHEMU1eCcK020 aHaU3a).

B Poccuiickou @edepayuu nposooumscsi HeOHAMANbHBIN CKPUHUHE HA 2ANAKMO3eMUio U
MHO2Ue cyuau 3a601e8aHusi Mo2ym Oblmb blAGNIEHbl HA OOKIUHUYECKOU CIAOUlU.

2.1 7/ Kaa00bI 1 aHAMHE3

Ilpu coope anammesa u xHcanob pekomMeH008aHO 0OPAMUMb BHUMAHUE HA CAeOYIOUUe HCALO0bL U
aHamMHecmuyecKue cooblmusi:
B ntob6om 6o3pacme
—  OomsAOUjeHHbIL ceMelnblll aHamMHe3 (CXO0OHble cayuau 3a0one8anus y poOHbIX Opamves u
cecmep);

—  OIUBKOPOOCMBEHHbII OPAK.

Mnaoenyvi nepgvix mecayes HCU3HU:

—  @s0€e cocanue, OmKaz om epyou,

— naoxas npubaska 8 ece;

— peoma;

—  Ouapes;

—  orcenmyxa;

—  yeenuueHue pasmepos neveHu,

— eemoppazuyecKkull cuHOpom (kKposomouusocme uz mecm unvexkyuti, KKT kpoeomeuenus u
opyeue);

—  COMUBOCMb,

— ean0cmy,;

—  NnosvlueHHas 6030YOUMOCMb;
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—  gvlOyxanue 601bU020 POOHUUKA.

Kanobwr u anammnes makoice onucambl epa3()eﬂe (KIUHUYeCKas Kkapmuhay.

2.2 Pu3ukajabHoe 00CaeT0BAHUE

B nepevie 7 ometi owcusnu y nayuenmos ¢ I'AJI |, eviasrennvix npu nposeoenuu macco8oco
CKpUHUH2d,  KIUHUYeCKue cumnmomvl mo2ym omcymcmeosams. (OOHAKO — 8CmMpeuaromcs
Qyromunamusie opmvl 3a001e6anus U nepevie CUMNMOMbL MO2YM NOAGUMbCA HA 3-4 cymKu
JHCUZHU, eue 00 NOTYUeHUs Pe3yTbmamos mecmupo8aHus.
Ilpu gusuxanvrHom obcredosanuu Mocym Oblms EbIAGIEHDL:

—  CHUdICeHue maccyl meua,

—  uxmepuunocms (pedgice 6J1e0HOCHb) KONCHBIX NOKPOBOE,

—  ygenuueHue obvema sHcueoma,

—  eenamo- unu 2enamocnieHoMe2anust;

— 2emoppazuyeckuil CUHOPOM;

—  HeBposocu4ecKas CUMNMOMAMUKA - CUHOPOM YeHEeMmeHUsl, pedce 6030VHCOeHUs, NPUHaKu

BHYMPUYEPENHOLU CUNEPMEH3UU.

B mex cnyuasx, koeoa nposedenue cKpuHuUH208020 UCCIE008AHUSL NO KAKUM-TUOO NPUYUHAM
OKA3ANI0CL HEBO3MONCHLIM UNU Pe3Ylbmamul He OblIU NOYYeHbl, HeoOxooumo uckmoyams I'AJ,
ecnu y nayueHma ecms ciedyrouue KIuHU4ecKkue nposieneHus:

- couemanue Hcemyxu u 2emMoppasuiecKo2o CUHOpOMA 6 nepavie 2 Hedenu HCUHU,

- NPU3HAKU NeYEeHOYHO-KAeMOUYHOU He)OCMamouYHOCmu

- NosBlIeHUe Kamapakmol 8 pauHem 803pacme, 0COOEHHO HA NEPEOM 200 HCUSHU,

- cencuc y OOHOULeHHO20 HOBOPOICOEeHH020, 8bi38anHblll E.coli;

- couemanue 3a0epicKu npudbaAsKU 8 Macce meia, y8eaudenus pasmepos nevenu, MovlieyHou
SUNOMOHUU, 3A0EPAHCKU MOMOPHO20 PA3BUMUS U KAMAPaKmsl y 0emeli paHHe20 803pacma.

2.3 J1abopaTopHbIe TMATHOCTHYECKHE HCCIST0OBAHUS

Jlabopamopnasa oOuacnocmuka npu HeEOHAMANbHOM CKPUHUH2E 6KIoYaem onpeoeieHue 6
CYXOM NAMHE KPOBU KOHYEHMpayuu oowjell 2aiaKxmosvl, Npu NON0ACUMETbHOM pesyivmame —
onpeodenenue axmusnocmu pepmenma FAJIT u mymayuit 6 2cene GALT («uccrnedosanue yposHs
2anaKkmosvl 6 KpO8U», «KOMNWIEKC UCCIe008AHUll Ol OUASHOCMUKU 2anakmoszemuuy). Ecau

ouazHocmuka npoeodumc;z Yy nayueHma cC yoice 6bIAGNIEHHbIMU KIUHUYECKUMU CUMNmomamu, HaA
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Gone ouemomepanuu, UHQDY3UOHHOU Mmepanuy, MAKMUKA 1AOOPAMOPHO2O UCCIE008AHUS MOMCEm
sknouams  onpedenenue akmugHocmu pepmenma I'AJIT umu monvko nposedenue JIHK-
ouaenocmuxu. Ilocne ucknouenus I'AJl |y nayuenmos c 8biCOKUM YPOBHEM 2ANAKMO3bL Clledyem
npPOBOOUMb UCCIE08AHUS OJIs1 UCKTIOUeHUs Opyeux (opm ['AJL.

Uccneoosanue axmuenocmu I'AJIT ne cnedyem npoeodums 6 meueHue 1 mecsaya nocie
nepenusanuss IPUMpOYUMapHoOu MAccvl M.K. UCCLe008aHue epmeHma ocyWecmeniemcs 6
apumpoyumax.

o Pexomenayercsi TPOBEACHHE HEOHATAIBHOTO CKPHHHMHTA BCEM HOBOPOXKICHHBIM IS
BBISIBJICHUS HACJICICTBEHHBIX HAPYIICHUI MeTaboM3Ma rajiakto3sl [1-7].

YpoBeHBb 10CTOBEPHOCTH 10KA3aTEJILCTB — 1, YpoBeHb yOeINTEeJIbHOCTH PeKOMeHIalui -A.
Kommenmapuu: ¢ coomsemcmeuu ¢ npuxazom Murnzopascoypazsumus PO No 185 om 22.03.2006
2o0a «O maccoeom 00C1e008aHUU HOBOPOICOCHHBIX Oemeli HA HACe0CmEeHHble 3a001e8aHUsLY, 6
Poccuiickoti @edepayuu maccogwlil HeOHAMANbHYBIL CKPUHUHZ HA 2ANIAKINO3EMUI0 NPOBOOAM HA 4-e
CYMKU JHCU3HU OOHOULEHHBIM HOBOPOICOEHHBIM U HA 7-€ CYMKU HCUSHU - HEOOHOULEHHbIM OemsiM.
Obpazey kposu (HeckonbKO Kanenp) Oepym u3 NAMKU HOBOPOICOEHHO20 HA CHEeYUaibHbll
Guremposanvuwiii  Onank  (kapmouxa-guiemp kapma Whatman FTA Card ons xpanenus u
mpancnopmuposxu ouonocuveckozo mamepuaia P3H 2016/4591 om 12 aseycma 2016 200a). Ilpu
nomowiu hryopecyenmHo2o mMemooa 8 NAMHAX 8bICYULEHHOU KPOBU NPO800sAm onpedeiieHue YPOosHs.
MOMANbHOU 2aNlAKMO3bl, KOMOPbILL npedcmasisiem cobol CYMMY KOHYEHmpayuu 2aiakmossvl U
eanakmo3so-1-gpocghama). Oyenxa pezyromamos Heonamanvnozo ckpununea na I'AJI npeocmasnenvi
6 [Ipunoowcenuu I'l

° Pexomenayercs npoBefeHre MoATBepx)aaromeil nuarnoctuku ['AJI BceM nmanueHTaM npu
BBIABJICHUM YPOBHS TOTAJbHOM TajakTO3bl BBINIC YPOBHA oOTpe3Hoi Touku  (Cut-off).
[TonTBeprknaroias IMarHOCTUKA Ha MIEPBOM JTare BKIIOYAET OINpe/eNieHue aKTUBHOCTU (hepMeHTa
'AJIT [8,9,10,11,27, 28].

YpoBeHb 10CTOBEPHOCTH 0KA3aTENbCTB — 1, YpoBeHb yOeIUTEJIBLHOCTH PeKOMeHAalMi - A.
Kommenmapuii: Ompesnvie mouku npu onpeoeieHuu ypo8Hs MOMANbHOU 2alAKMO3bl 8 PA3HBIX
cmpanax éapvupytom om 7 — 20 me/on. B P@ nem 0okymenma, pe2iamenmupyiouje2o Kpumudeckue
3HaueHuss smoeo nokazamens. Kaowcoaa nabopamopus 00adCHA YCMAHOBUMb CE0U COOCMBEHHDIL
pabouuii 0uanasoH U Nopo2osvlll ypoeeHb 3mo2o nokaszamend. Onpedenenue aKmMu8HOCMuU
Gpepmenma I'AJIT npoeooumcs 6 spumpoyumax, NOJIYYEHHLIX U3 SeNAPUHUIUPOBAHHOU YETbHOU
KpOo8U Uiu 8 NAmMHAx evicyulennou kpoeu. Y nayuenmos c¢ I'AJI |, komopwvim 6vino npogedeno

nepenusanue 3pumpoyumaprol maccwl, akmusHocmsv I'AJIT coxpansemcs meuenue 4 mecayee
15



nocie nepenusanus, 4mo AGNAemcsa NPULUHOU JIOHCHOOMPUYAmensHslX pe3yivmamos. Pegpepencrole
3Hauenust onpeoensiomesi Habopom npoussooumeins [27].

@epmenm I'AJIT cmabunen 6 yenvHol Kposu, xpauawetics 6 xonoouivhuke (+4 ° C) uiu npu
KOMHAMHOU memnepamype 68 meueHue 2 Hedelb, OOHAKO CYWecmeyiom onpeoeileHHble
HyKIeomuonvle eapuanmsl, 6 mom uucie u eapuanm Jyapme (p.N314D), npu nanruuuu xomopwix
obpazyemcs Oonee mepmonabUuIbhblll 00K N0 CPABHEHUIO C HOPMOU, YMO MOdNCen NPU8OOUMb K
JIOAHCHONONONCUMETLHBIM pe3yabmamam mecmuposanus [28].

Cuuoicenue akmusnocmu I'AJIT na <10% om Hopmul 06biunO A615€MCA OUACHOCMUYECKUM
npusnakom Kuaccuveckou eanakmozemuu (Ilpunooicenue I'l). Axmusnocmo I'AJIT nayuenmos c
eanakmozemueti DG (D2/G) cocmaeisem npumepno 25% om Koumponas, 6 mo 8pems Kax
akmuerocmo 2emeposzueom oas kiaccuveckou I'AJl (GIN), comosueom no eapuanmy [lyapme
(D2/D2) unu T'AJI ¢ eapuanmom LA (DI1/G) cocmasnsem npumepno 50% om HOpmanrbHOU
axmuenocmu. I'emepozucomsr no annenro [yapme (D2) obviuno obnaoarom 75% nopmanwbHOU
GepmenmamusHou akKMUSHOCMU U He 8ce20d MO2YM OMAUYAMbCA 0N HOPMATbHLIX KOHMPOJIel Uil
HOocumesnell UCKIIOYUMETbHO HA OCHOGe akmusHocmu Gepmenma. Hocumenu eapuanma Jloc-
Anoxcenec, LA (DI) obnraoarom GepmenmamusHol aKmueHOCMbIO OM  HOPMAIbHOU 00
CBEPXHOPMATLHOU.

s onpeodenenus axmusnHocmu gepmenmos I'AJIK u I'AJID oOuaenocmuueckue mecm-
cucmembl He 3apecucmpuposanbl, Ux UsmMepenue 803MONHCHO 8 YCI08UAX HAYUHO-OUACHOCIUYECKUX
Jnabopamopuii.

B cnyuae kpaiine 6vlcoKux 3HaueHUl 2an1aKmo3vl- He C1edyem 00MHCUOAMbCa pemecma
unu noomeeprcoarouiell OUACHOCMUKU U Cpazy OmMMeHUms MoJ104Hble nPpoOyKmol (cM. pazoen
«/leuenuey!

o Pexomenayercs nposeaeHue noarsepxkparomeit JJHK-nuarHocTukn BceMm manueHTam co
CHW)KCHHOH aKTUBHOCTBIO ()epMEHTA W/WJIH C BBICOKMM YPOBHEM TaJIAKTO3bI C IEJTBI0 MOJICKY/ISIPHO-
TeHETUYECKOTO MOATBepKAeHUs auarno3a [AJI [7, 15]

YpoBeHBb 10CTOBEPHOCTH 10KA3ATEJILCTB — 5, YpoBeHb Y0eIuTeJIbHOCTH pekoMeHnaanuii - C.

KommenTapwmii: [loomeepocoarowan JIHK-ouaenocmuxa knaccuveckou ['AJlI exnrouaem o0sa
amana: 1) ckpunune na nHaubonee wacmoie mymayuu 6 cene GALT u eapuanm [[yapme; 2) noanwiii
aHanu3 eeHa MemoooM NPAMO20 AGMOMAMUYECKO20 CEKBEHUPOBANUs OJiA 8blasleHUs Donee peoKux
mymayuu. Ha nepeom smane naubonee yenecoodopaszno npogedeHue noOUCKa credyiouux mymayuii 6

eene GALT: p.GInl88Arg, p.Lys285Asn, IVS3-2a->c, p.Met142Lys, p.Leu358Pro, cocmasnsaowue 8
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cosokynnocmu 82,1% mymanmmuvix anneneti 6 poccutickou nonyisyuu, u p.Asn314Asp (N314D,
sapuanm [yapme). Aneopumm ouacnocmuxu UAJL | npeocmaenen 6 Ipunoscenuu I" 1.

Ipu nanuuuu y pebenka knunuveckux nposasienuti I' AJl | ¢ ebicokum yposHem eanakmo3vl 8 Kposu u
HopmanvHot axmusHocmoto epmenma [AJIT nposooumcs nouck mymayuti 6 cene GALE,
Kooupyrowem Gepmenm ypuounoupocham-earaxmoso-4-snumepazy (I'AJID), ora uckirouenus

eanaxmoszemuu 1 muna u cena GALK, o uckmouwenus 'AJI 1.

o Pexomenayercss BceM NalMEeHTaM C TOJO3PEHMEM Ha TallaKTO3EMHI0 W B IIpoLEcce
JUHAMHAYECKOI0 HaOJroAeHUs MPoBOaAuTh OOmIMii (KIMHHYECKUI) aHaau3 KPOBU pPa3BEPHYTHIH [7,
31, 32, 33].

YpoBeHb 10CTOBEPHOCTH 10KA3aTEJNbCTB — 5, YpoBeHb Y0eUTEJIbHOCTH pekoMenaaumi - C
Kommenmapuu: necmompsi na omcymcemsue cneyuguueckux uszmenenuti, Oowuti (Kiunuueckutl)
AHAIU3 KpPOSU PA3BEPHYMbIN NPOBOOUMC NAYUEHMAM C 2aiaKmo3zemuetl npu OUAZHOCMuKe U 8
npoyecce OUHAMUYECKO20 HAONIOOEHUsL 8 CB3U C NOBbIUEHHOU YaACMOMOU UHPEKYUOHHBIX

ocnoocrenull. Yacmoma KOHRmMpOJisl 6 OuHaMUKe onpedeﬂﬂemc;z MHOMGMayClJZbHO.

. PexoMenayercst BceM NalMeHTaM ¢ OJO3PEHHEM Ha raJlakTO3EeMHIO UCCIIEJOBaHUE OOIIIEro,
Oonoxummuyueckoro a”anusza mMoun (OOmwmil (kimHUYeckuil) aHanu3 mouu), (McciaenoBanue ypoBHS
KaJblug B Moue, VccrnenoBanue ypoBHS HAaTpHs B MOYE IIUTPATOB, OKCAJATOB B MOYE), a TaKXkKe
OmnpeneneHue KOHLEHTpAlMM BOJOPOAHBIX HOHOB (pH) MouM, ynenpHOro Beca MOYH
(UccnenoBanue Moun merofoM 3uMHHULKOro (COop MouM i J1aOOpaTOPHOrO HCCIEAOBAHUSA,
Omnpenenenne oobeMa Mouu, Onpeaenenre ynenbHoro Beca (OTHOCUTENbHOM MJIOTHOCTH) MOYH))C
LEJIBIO OLIEHKH (DYHKIIMOHAJILHOTO COCTOSIHUSA MOYEK U OLIEHKH PUCKa/CBOEBPEMEHHOM JIMAarHOCTUKU
dopmuposanus koukpementos [30, 31, 48].

YpoBeHb 10CTOBEPHOCTH I0KA3ATENbCTB — 5, YPOBeHb y0eAUuTeJIbHOCTH pekoMenaanuii — C
KommeHTapum: y pada nayuenmos, noayuarowux Ouemomepanuio CMecsIMu HA OCHOGE COU,

Habnrooaemcs Hapyuernue pa60mb1 nouvex, noesvluierHue codepofcaﬁuﬂ coJiell OKCanamos 8 moye.

° PeKOMeHlIyeTCSI BCEM MMalMEHTaAM C KIHMHUYCCKUMU IIPOABICHUSAMU T'AJl JUIA OLCHKH
(YHKLIMOHAIBHOTO COCTOSIHUS BHYTPEHHMX OpPraHOB UM HYTPUTUBHOIO cCTaTyca MalMeHTa
UCClIeJOBaHNE OMOXUMHUYECKHUX TOKa3aTesiell KpoBH: (IUI0OK03a, 00muii O0eroK, OelKoBble PpaKkiuu

(ucciei0BaHUe YPOBHS adbOyMHUHA B KPOBH, ONPE/ICIICHUE allbOYMHH/TIIO0YIHHOBOTO OTHOIIIECHHS),
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o0muii, CcBOOOJHBIH W CBS3aHHBIM OWIMPYOMH B KpOBW, IeidodHas ¢ocdaTtaza, ramma-
[IIyTaMWIITPAHCIENITHa3a, ~ KPEaTHHWH,  MOYEBMHA,  ajaHMHaAMHHOTpaHcdepasza  (AJIT),
acnapratamuHoTpancdepaza (ACT), kampuuid OOMMA W WOHW3UPOBAHHBINA, HATPUN, KaJIHIA,
Heopranuueckuii pocdop, xkene3o u beppurun) [6, 7, 15, 29-35].

YpoBeHb 10CTOBEPHOCTH I0KA3ATENbCTB — 5, YPOBeHb Y0eAUTeJIbHOCTH pekoMenaanuii — C
KommenTapumn: 6 ceiasu ¢ mem, umo npu nopajcenuu nedenu Hapyuwaemcs oOMeH IUnuoos
APOBOOAMCA MAKHCEe UCCIe008AHUS VPOBHEU XOJeCmepund, MmMpueiuyepuoos, aunonpomeuoos
HU3KOU U 8bICOKOL NIOMHOCMU (Ucciedosanue yposHs aunonpomeuros 6 kposu) [Alves-Bezerra M,
Cohen DE. Triglyceride Metabolism in the Liver. Compr Physiol. 2017 Dec 12;8(1):1-8].

. Pexomennyerest koHTponb koarynorpammbel (AUYTB, MHO, mnporpoMOuHOBOE Bpems,
(GUOpPHHOTEH) MaIlMeHTaM C KIMHHUYCCKUMH MposBiacHusMU ['AJl mis ouneHkd (yHKIHOHAIBHOIO
COCTOSIHMS TICUCHHU M CBEPTHIBAOIICH CHCTEMbI KpoBH [6, 15, 29].

YpoBeHb 10CTOBEPHOCTH /10KA3ATEJILCTB — 5, YpoBeHb y0eauTeJIbHOCTH pekoMeHnaanuii — C.

. Pexomenayercs omnpenenenne C-peakTUBHOTO Oenika, MPOKAJIBIUTOHUHA, KHUCIOTHO-
nienounoro cocrosiuus (MccnenoBanue ypoBHs OydepHbIX BemiecTB B KpoBH, lccrnemoBanue
YpOBHSI BOJOPOAHBIX MOHOB (pH) KpoBuM) mamueHTaMm ¢ KiIMHHYeCKMMH mpossieHusMu ['AJl c
ENTBIO IMArHOCTHKY CENTHYCCKUX cocTostHui [39, 40].

YpoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — 5, YPOBeHb YOeauTe1bHOCTH pekoMeHaanuii — C.
Kommenmapuu: cencuc, ob6ycrosnennwiti E.COll sensemcs oonum u3z uwacmulx u cepvbesuvix

OCIOJCHEHU npu cajiaKkmosemuu.

. Pexomennyercst nanuentam ans auddepeHunanbHod quarHoctuku ['AJl onpenenenue B
chiBOpOTKEe KpoBu [2, 41, 42]: anbda-l-anTHTpUNICHHA IS UCKIIOYeHHs aeduimra aibda-1-
AHTUTPUIICUHA;, U ajb(a-(heTonpoTerHa sl HUCKIIOUEHHs 3a00JeBaHUM, COMPOBOXKIAIOIIUXCS
nposindepanueil KeTUHBIX MPOTOKOB, IPOBEJICHHE TAaHAEMHOW Macc-CIIEKTPOMETPUH  JUIS
UCKJIIOYEHHS HapylIeHu oOMeHa aMUHOKHCIIOT, OpPraHM4eCKUX KUCIIOT U HapylleHui B-okucinenus
YKUPHBIX KHCIIOT; aMMHUaKa B IJIJa3Me KPOBH ISl UCKJIFOUEHUS HApYILIEHNUH IIUKJIa MOYEBHHBI.

YpoBeHDb 10CTOBEPHOCTH J0KA3aTeJILCTB — 5, YPOBEeHb Y0eANTEIbHOCTH pekoMeHnaanmii - C.

Kommenmapuu: x 3a601e6anusim, ¢ KOMOPbIMU HEOOXOOUMO NPOBOOUmsv OuggeperyuaibHyo

duazuocmuky OmHocsAamcs.
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- Oepuyum anvgha-1-anmumpuncuna (01 uckmouenus onpeoensiemcs anvgha-l-anmumpuncun 6
KpOo8u)

- 3a001€8aHUS U3 SPYNNbI HAPYUIEHUS YUKIA MOYEBUHbI, YUMpYIuHemMuu 2 muna u HapyuleHus 6-
oKucneHust scupuvix Kuciom u Op. (01 uckmouenus onpeoeisiemcsi CReKmp aMuHOKUCIOm U
AYUIKAPHUMUHOB, 4 MAKJiCe YPOGHsL amMmuara 6 kpoesu).Ciedyem ¢ 0Cmopo’CHOCMbIO OMHOCUMCSL K
uHmepnpemayuy  pe3yiLmamos aHaIu3a  AMUHOKUCIOM, NOCKONbKY — NOGbIUEHUE  YPOBHS
Qenunananuna,  MUpo3UHA U  MEMUOHUHA  4acmo  Habaoaemcs npu  3a001e8aHUAX,
CONPOBOAHCOAIOUUXCS MAICETBIM NOPANHCEHUEM NEeUeHU.

- muposunemust (0151 UCKTIIOUEHUsL ONPeOeNsiemcst CYKYUHUIL AYemoH 6 KPOGU U/Uiu Moye)

- 8poOdICOeHHble HAPYWEeHUs. CUHmesa Jcenunvlx Kuciom (0151 UCKIOUEHUs. Onpeoensiemcsi CneKmp
JHCENYHBIX KUCTOM 8 MOoUe)

- MUMOXOHOpUATbHblE 2enamonamuu (018 UCKIIOYEeHUs. Onpeoensemcs KUCIOMHO-OCHOBHOE
cocmosinue, yposens 1aKkmama 6 Kposi)

- nepokcucomanvHvle Hapywienus (015 UCKTIOUEHUs. ONpeoersitomcsi O4eHb ONUHHOYENOUeuHble
JHCUPHBLE KUCTOMBL 8 KPOBU)

- TORCH ungexyuu u supycuvie cenamumul (018 UCKIIOUEHUs NPOBOOUMCS 00CIedo8anue Ha
TORCH unghexyuu u mMaprepvl 6UPYCHbIX 2enamumos)

- NOPOKU U/UNU AHOMAIUU PA3BUMUSL HCENUHOU cucmembvl (011 UCKIIOYeHus npogooumcs Y3U
JHCENUHO20 NY3bIPSI HAMOWAK U OPY2UX OP2AHO8 OPIOWHOU NOJOCTU)

- 8POJICOEHHble AHOMAIUU NOPMANbHOU cucmembsl (018 UCKTIOYeHUs: Nposooumcs doniepozpagus
ROPMANLHOU CUCTEMDbL)

- HacnedcmeeHuvlie 3a0071€6aHUS, NPOAGTAIOWUECS XONeCmA30M (018 UCKII0YeHUs NpOB8OOsm

MOJIEKYNIAPHO-2eHemuvyecKoe uccnedosanue no naHeiu ((XOﬂecmCZS’bl))).

2.4 HNHCTpYMEHTAJIbHBbIE IHATHOCTHYECKHE MCCIAET0BAHUA

. Pexomenayercsi mpoBesieHHE yabTpa3BykoBoro uccienoBanus (Y3U) opranoB OpromrHon
TIOJIOCTH W TOYeK (yIbTPa3BYKOBOE HCCIEJOBAaHHE OPraHOB OPIOMIHOI MOJIOCTH (KOMILIEKCHOE),
YIIBTPa3BYKOBOE MCCIICIOBAHME MMOYEK) BCEM TMAalMEHTaM C KIMHUYeCKUMU Tpu3Hakamu ['AJI umun
C ycTaHOBJIEeHHBIM auarHo3oM ['AJI mpu mMaccoBOM CKpUHUHIE JIJIsl BBISIBIEHUS T€NaTo-, CIJICHO- U
Hepomeranuy, aciura [1,2,15].

YpoBeHb 10CTOBEPHOCTH 0KA3aTeJILCTB — 5, YPOBeHb YOeuTeIbHOCTH pekoMeHaauuii - C.
KomMmeHnTapumu: 014 oyenku Kposomoka 6 pamkax yibmpazgyKo8020 UCCIEe008AHUSL NPOBOOAMCS

makoice 0onniepocpagus cocyoos neyeHu, ceieseHku, novex (/Jyniekchoe ckanuposamue cocyoos
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neuenu, [[yniexcHoe ckanuposanue cocyoos cenezenku, [ynjiexcHoe CKaHuposauue HUiCHell noJou
U noueyHwvlx 6en, /[yniexcHoe ckanuposarue apmepuii no4ex)

o Pexomenayercs npoBeneHrne 0(TaaIbMOCKOIUU C MCIOJIb30BAaHUEM LIEJIEBOM JIaMIIbl BCEM
NalMeHTaM C YCTAaHOBJIEHHBIM jauarHo3oM ['AJl i BbISIBIGHHS KaTapakThl W/WIM JPYrou
[aTOJIOTHH 3PUTEIILHOrO aHanu3aropa [1,2].

YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 5, YpoBeHb YOeUTeJIbHOCTH pekoMeHaauuii - C.
Kommenmapuu: Kamapakxma nosasensiemcs y nayueHmos, He NOAYYAIOWUX OUEMOMepanuio 6
nepevle Heoenu JHCUHU, KaK NPasuio, OHA MOodcem Oblmb OOHAPYIHCEHA MONLKO NPU OCMOMpE C

NOMOWbIO WeNe80U NAMNbI.

2.5 Unble AUATHOCTHYICCKHEC UCCJICI0BAHUSA

o Pexomenayercsi KOHCyJbTallMsl Bpaya- TreHETUKa (MEepBUYHBIE M TOBTOPHBIE IO
MOKa3aHUsIM) TMAalMeHTaM C YCTAaHOBJICHHBIM aAuarHo3oM ['AJI ¢ 1enbr0 KOHCYIbTUPOBaHUS (COOp
aHaMHe3a M JKajo0; COCTABJIEHUE POJIOCIOBHOM; BHU3yaJbHOE HCCIEOBAHUE C IMPOBEACHUEM
AHTPONIOMETPHH: H3MEpPEHHE pOCTa, Beca, OKPY)KHOCTH TOJOBBI), HAa3HAUYEHUS U KOPPEKIHH
JIMETOTEePAIiH, OCYIICCTBICHHUS KOHTPOJIS 32 a[ICKBATHOCTHIO e¢ BhImosiHeHus [15].

YpoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — 5, YpoBeHb y0eanTeJIbHOCTH pekoMeHaanuu - C.
KomMmenTapumu: koncyremayusi no 6onmpocam NUmMauusi npo8OOUMCs 8pavyoM-OUemOon02oM Npu
docmynHocmu 0aHHo20 cheyuanucma. Taxoce 8 CIyyasx KIUHUYECKUX U J1AOOPAMOPHLIX OAHHUBIX,
VKA3bl8aOWUX Ha 3a00nesanue u/uiu nocie NONV4eHus pe3yibmamos Macco8020 CKPUHUH2A,
CBUOEMENbCMBYIOWUX O 2aNAKMO3eMUU, HA3HAYUMb OUEMOMEPAnUI0 OO0JICEH 6pPai-HEeOHAMON02

unu epay-neouamp/8pay oowell npakmuku (CemetiHblll 8pay).

. PexomeHnayercsi KOHCyJbTalUsl Bpada-odraibMmonora, (MEepBHYHBIE W IMOBTOPHBIC IO
NOKa3aHHUsIM) ITallMeHTaM C YCTaHOBICHHBIM jauarHo3oM ['AJl u mpu HamMuuM KIMHHYECKUX
CHMIITOMOB, yKa3biBaromux Ha ['AJl, ¢ 1enbio BBISABICHUS HApYIICHHH  3PEHUS M BBISIBICHHS
KaTapakThel [7].

YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 5, YPOBeHb YOeUTEJIbHOCTH pekoMeHaaumii - C.

e PexoMeHyeTcsl KOHCYNIbTALlUSI Bpaya-HEBPOJIOTa, (IEPBUYHBIE U MOBTOPHBIE MO MOKA3aHUSAM) C

LCJIBKO BBIABJIICHUSA HAPYIICHUA (byHKI.IPII:I HepBHOﬁ CUCTCMBbI TIMAIIUCHTAM C YCTAHOBJICHHBIM
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nuarHo3oM ['AJl v npu HanMyuMM KIMHUYECKHMX CHUMITOMOB, yKasbiBarommx Ha ['AJI, a Taxxke
KOPPEKLUH U KOHTPOJIs Teparuu [7].

YpoBeHb 10CTOBEPHOCTH 10KA3ATEJIBCTB — O, YPOBeHb yOeAnTeJbHOCTH pekoMenaanmi - C.

. PexoMeHayeTcsi KOHCYJIbTALMs Bpada-IeanaTpa/Bpada-TepancBra/Bpaya oOIIell MpaKTHKA
(cemeitHOrO Bpaya) (MepBUYHbIE M MOBTOPHBIE IO NOKa3aHUsAM) namuentam ¢ ['AJl, ¢ 1eJIbio OIeHKH
O0IIEr0 COCTOSIHUS, HYTPUTHBHOTO CTaryca M JUHArHOCTHKW/TEpPANdd OCIIOKHEHHH, B T.d.
WH()EKIHOHHBIX, MAllMEHTaM C YCTaHOBJICHHBIM auarHo3oM ['AJl ¥ 1pu HaIHMYUHM KIMHHYECKHX
CHUMIITOMOB, yKa3biBaromux Ha I'AJI [15].

YpoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — 5, YpoBeHb Y0eIuTeJIbHOCTH pekoMeHnaanuii - C.

. PexoMenayercsi KOHCYJIbTAllMs Bpava-racTpodHTEposiora (MEpBUYHBIE M IMMOBTOPHBIE IO
[OKa3aHMsIM) IMal[HEeHTaM C YCTAHOBICHHBIM auarto3oM ['AJl ¥ npM HaIWYUU KIMHHYECKHX
CHMIITOMOB, yKasbiBarommx Ha ['AJI, ¢ LEIb0 BBIABICHUS HapylleHHs (DYHKIHN KEITyI04HO-
KHIIEYHOro Tpakra [43, 44].

YpoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — 5, YpoBeHb Y0eIuTeJIbHOCTH pekoMeHaanuii - C.

o PexoMeHnoBaHa KOHCYyNbTallMisl Bpada - JueTosiora (TIEpBUYHBIE W TOBTOPHBIC IO
MOKa3aHMUsIM) TMAIMCHTaM C YCTaHOBJCHHBIM AuarHo3oM ['AJl wiu ¢ KIMHUYECKMMH TPU3HAKAMU
T'AJT myist Ha3HAYEHUS ¥ KOPPEKIUK quetoTepanuu [15, 29].

YpoBeHb 10CTOBEPHOCTH J0KA3aTeJILCTB — 5, YPOBeHb YOeuTeIbHOCTH pekoMeHaanuii - C.
Kommenmapuu: ¢ cnyuae omcymcemeus —epaua-ouemonoza, Modcem —Oblmb  NpPoeeoeHa
KOHCYIbmayusi epaya-cenemura. Taxoce 6 CAy4asx KIUHUYECKUX U J1AOOPAMOPHLIX OAHHUBIX,
VKA3bI8AOWuUx Ha 3a001eeaHue Uu/unu nocie NOAYYeHUs pe3Vibmamos MAcCco8020 CKPUHUHZA,
CBUOEMENbCMBYIOWUX O 2aNAKMO3eMUl, HA3HAYUMb OUemOmepanuio O0NHCeH 8pad-HeOHAMON02
unu epay-neouamp.

o Pexomenayercst ydacThe B JIMArHOCTUKE W BEJCHUM MAlMEHTOB C TallaKTO3EMHCH
MYJIbTHIUCIMIUIMHAPHON KOMAH[bl CICIUAINCTOB B CBSI3M C HAJIUYUMEM pPa3HOOOpa3HBIX
KJIMHWYECKHUX TPOSIBIICHHH ramakTo3zemun [45].

YpoBeHb 10CTOBEPHOCTH I0KA3ATENbCTB — 5, YpOBeHb y0eauTeJbHOCTH pekoMenaanui - C.
KomMmeHnTapuu: mozym 6Ovimb HeoOX00uMbl KOHCYIbmMayus/éedenue epada-Hedponoca/spaia-

YpOJ02a/8paua-yponoca-anoponoea — 0emcKkoeo  npu  00paz0e8aHuu  OKCANAMHbIX — MOYEBbIX
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KOHKDEMEHmMO8 ¢ Uelbl0 mepanuu OaHHO20 COCMOAHUS, 6paya-uHgekyuoHucma, epaya-
AHeCme3uonN02a-peanumamonoeda,  6pada- — KIUHU4ecko2o  apmaxkonroea  npu — HAIUduu
UHMEKYUOHHBIX, 8 M.4., CENMUYECKUX OCIONCHEHUU, 6paua-IHOOKPUHON02A/8PAUA-0emCKO20
9HOOKPUHON02aG/8PAYA-AKYMEPA-2UHEKOI02Ad  NpU  HApYUleHUuUu  (QYHKYUOHUPOBAHUS  HCEHCKOLL
DPENnpoOYKMUBHOU CUCMeMbl, MEOUYUHCKO20 NCUxonoed, jio2onedd u Op. 68  3A8UCUMOCMU OMm
KAUHUYECKOU CUmyayuu.

2.6 IluddepennuanbHas ITMArHOCTHKA

. PexomennoBano mpoBeneHue audGEpeHINATBLHON JUATHOCTHKH €  3a00JeBaHUSIMU,
UMEIOIIMMHU CXOXKYIO KITMHUYECKYI0 CUMIITOMAaTUKy [41].

YpoBeHb 10CTOBEPHOCTH 10KA3ATEJILCTB — 2, YPOBeHb Y0eIuTeJIbHOCTH pekoMeHnaanuii - C.
Kommenmapuu: /[upepenyuanvnas ouaznocmuxa npogooumcsi c:

O  001e3HAMU, CONPOBONCOAIOWUMUC XONECMA30M UW/UIU YEeludeHueM nedeHu  (cenamum,
CUHOPOM  ANadicunb; npozpeccupyrowuti CemeliHblll SHYMPUNEYeHOUHbIl Xojecmas 4-x
MUNO8, HEOHAMANLHYIL 2eMOXPOMAMO3, HAPYULEHUs YUKIA MOYEBUHbBI, MUMOXOHOPUATbHbIE
eenamonamuu, HeOHAMANIbHASL BONYAHKA, BPONCOEHHble HAPYUIeHUs 2IUKO3UIUPOBAHUS,
depuyum o l—anmumpuncuna, mupozunemuss mun I, 6onesnv Humana-Iluxa mun C,
bone3nvio Bonbmana, oepuyumom yumpuna, neueHouHass 2eMAHSUOIHOOMENUOMA U OD.),

O  BPOJCOCHHBLIMU NOPOKAMU U AHOMATUAMU  Jicenuesvleooawell cucmemsl (OunuapHas
ampe3us, KUCma xoneooxa u op)

O  BPOJNCOEHHBLIMU AHOMANUAMU NOPMANLHOU CUCmeMbl (OMKPbIMblLL  apaHyued Hnpomox,
NOPMOKABALHYIL UWYHM - MedHCO)Y BOPOMHOU GEHOU U HUMNCHEU NOJOU 8eHOU, 2UNONia3us
BHYMPUNEYEeHOYHOU NOPMATbHOL 6EHbL)

O MPAH3UMOPHOU 2unepealakmoszemuell, Komopas ommeyaemcs npu NO30HeM 3aKpblmuu
seno3Ho2o0 npomoka (Ductus venosus) u ucuezaem 6 meuenue 2-3-5 mecayeg nocie e2o

3aKpbIMUsl, a maxkice y 2emepo3ucomuvlx Hocumeneu maxcopuolx mymayuu 6 2enax GALT u

GALE.

3. .HC‘IEHI/IG, BKJIIO4Yasgd MCIUKAMCHTO3HYI0 M HEMCIMKAMCHTO3HYIO TEpalluM,
AUETOTEPAININIO, 066360JII/IB3HI/IC, MEINIUHCKHE TIOKAa3aHUA U ITPOTUBOINIOKA3aHUSA
K IPUMECHCHHUIO MECTOA0B JICUCHUA
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3.1 KouncepBaTuBHoOe JIeUeHUE

. Pexomenayercsa nipu nopo3penuu Ha ['AJl y miajgeHna Ha OCHOBAHMHM KJIMHUYECKOU
KapTUHBI UM JAHHBIX HEOHATAIBHOTO CKPUHUHTA HeMeIJIEHHO TIEPEeUTH Ha TIUETy C UCKIIOYCHHEM
raJlakTO3bl U JIAKTO3bI (HApHUMEp, HA OCHOBE COW, THUAPOIHM3aTa Ka3eMHAa WM JJIEMEHTapHOM
CMecH), He TOKUAasICh OATBEP K ACHHS quartno3a [1, 7, 13].

YpoBeHb 10CTOBEPHOCTH J0Ka3aTeJabCTB — C, YpoBeHb YOeIUTEIbHOCTH PEKOMEeH AU — 5.
Kommenrtapuu: [Ilpunoocenue A3.1 — nepeuenv 0e31aKmMO3HbIX cMecell, GKIIOYEHHbIX 8
Pacnopsiicenue Ilpasumenvcmea P® om 7 dexabps 2020 2. Ne 3242-p O6 ymeepocoenuu nepeuns

CNeYUAIU3UPOBAHHBIX NPOOYKMOB JleueOH020 NUmMaHnus 0as demeti-uneaiudos na 2021 a.

o Pexomennyercss  dnMMUHAIMOHHAs — JHWETa,  NPEIyCMATPUBAIOMIAs  IOXH3HEHHOE
UCKJIFOUCHHE W3 PallMOHA TPOJYKTOB U JIEKAPCTBEHHBIX IMPEMAapaToB, CCOMACPKAIUX TaJaKTO3y H
JaKTO3y, BCEM MAaIlMeHTaM C TOATBEPKIeHHBIM auarHo3oM kimaccudeckas [AJI | u T'AJT 1l Bcex
BO3PACTOB, C LEIbI0 CHIYKEHHUS 00pa30BaHus TOKCHUHBIX MeTabonuToB [1,13, 46].

YpoBeHb 10CTOBEPHOCTH J0KA3ATEJbCTB — 5, YpOoBeHb YOeIuTeIbHOCTH pekoMenaanuii - C.
Kommenmapuu: 1eodxo0umo noiHoCmvio UCKAIOYUMDb U3 PAYUOHA NAYUeHma 1000l U0 MOJIOKA (8
MOM YUCTE JHCEHCKOe, KOpOBbe, KO3be, 0emcKue MONOUHble cMecu U Op.) U 6Ce MOJOYHblE U
KUCTIOMOOYHbIe NPOOYKMblL, 8 COCMA8 KOMOPbIX 6X00Um MOIOKO (X1eD, 6blneyKd, COCUCKU,
KOOAChl, Kapamenvb, CIA00OCMU, Mapeapuusl U mM.N.). 3anpewjaemcsi makice UCHONb30BAHUE
HU3KOJIAKMO3HBIX cMecell U MOJOKA.

P50 npooyxmos pacmumenvrozo npoucxoscoenus (60b6osvie, cos (HO He U30IAM COeB020 benKa),
KaKkao, WOKONAO, Opexu, WNUHAM) COOepHCUM OauUcocaxapuovl - 2aiakmosuovl (paggunosy,
CMAaxuo3y), HCUBOMHO20 NPOUCXOHCOEHUsT (CYONPOOYKMbl) - 2AUKONPOMEUHDL, KOMOpble G0N
NOMEHYUATIbHLIMU UCTIOYHUKAMU 2a1akmo3bl (cm. TIpunosicenue I'5.), noamomy oHu UCKTIOHAIOMCSL

u3 numaHusl nayuermoes 0emcKo20 eo3pacma u OcpadrHuduearomcs 6 numaHuu 63poCilblX NayueHnmoes.

B nHacmosiwee epems ouema ¢ MAKCUMAIbHO CIPOSUM UCKTIOYEHUEM 2alaKMO3bl/IAKMO3bl — MO
€OUHCMBEHHBIIL CNOCOO COKPAMUMb HAKONJIEeHUe MOKCUYHO20 KOMNOHEHmAa - 2aniakmoso-1-
Gocgpama 6 mrauax nayueHma ¢ KIACCUYECKOU 2anakmozemuel u 2ailakmumona y nayueHmos c
depuyumom eanaxkmoxunasvl. Ilpu neckom meueHuu eanakmosemuu, 00YCI081eHHOU Oepuyumom
VII®-3, 603mM00icHO UChonb3068aHUe HUZKOZANAKMOZHOU OUembl 8 COOMEEMCMEUU ¢ OONYCIUMbIMU

Koiuvecmeamu cailaknossl 6 payuorne noo KOHmMpOoJiem ee Yypo6H 6 Cbl6OpOmMKe KPOBU.
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Ilpu cocmasnenuu neweOnbIX payuorHos O NAYUEHMOS C 2ANAKMO3eMUe KOAUYECMBO OCHOBHLIX
NUWeBbIX eujecms U dHepeul 00JNHCHO COOMEEemCme08ams PeKOMeHOYeMbiM GU3UOI0UYECKUM
Hopmam nompeOnenus. B numanuu Oemeil nepsoco 200a JHCUBHU MAMEPUHCKOE MOJIOKO U/Ulu
oemckue MOJNOUHbIe CMeCU OONNCHbL  OblMb  3AMEHEeHbl  A0ANMUPOBAHHLIMU N0  COCMABY
beznakmosuvimu gpopmynamu. /s nevenus nayuenmos ¢ I AJI ucnonv3yiomes cneyuaniusuposanivie
cMecCU Ha OCHO8e U30JISIMA C0e8020 DeNKa WU 8bICOKOUOPOIUZ0BAHHBIX MOIOUHLIX benkos. Taxoice
UCNONIL3YIOMCSL  CMeCU  HA  OCHO8e — CUHMEMUYeCKUX  aMUHOKUCIOM U 0e31aKmo3Hble
KA3euHnpeoOMUHAHMHbLE MOJOYHbLE CMECU.

Pexomenoyemea neuums nayuenmos c¢ IAJ |, |l, ¢ nomowwro nooswcusnennoii Oouemvi ¢
O2paHUdeHUueM COOePIHCAHUS 2ANIAKMO3bl, KOMOPAs UCKIYAem MOAbKO UCMOYHUKU JIAKMO3bl U
2aNAKMO3bl U3 MOJIOYHBIX NPOOYKMOS, HO NO360Jem NOIYYAmMb 2ANAKmo3y U3 HeMOJOUYHbIX
UCTMOYHUKOB, KOMOPble COOEPHCAM MUHUMANbHOE KOIUYeCME0 2alakmo3bl 6 payuone. B pamxax
9MO20 ONpedeNeHUst Mbl NPUHUMAEM, YMO HeOOIbUloe KOIUUeCmB0 2aiaKmo3bl NPUCYmMCmeyem 6
ONpeOeNeHHbIX 3peblX Cblpax U Kazeunamax. B nacmosiwyee epems nem 0ocmamoumvix
doKazamenbcmes, NOOMEePAHcOAIUUX KOHKPEMHYIO B03PACMHYI0 PEKOMEHOAYUI0 OMHOCUMENbHO

KoJjuuecmea ecaldkmo3sbl, pad3peuleHHoco 6 payuoHe.

Ilepeuenv npodykmos, codepacawux 2anakmosuovl U Oozamseie 2IUKONPOMeUOamu — 8
Tpunoocenuu A3.2

o Pexomenayercss Ha3HAYeHHE IHETHI C OTPAaHUYEHHEM TaJIAKTO3BI/JAKTO3H MAllMEHTaM C
reHepaau3oBanHoii ¢gopmoii I'AJI |1l ¢ nenpio mpenoTBpalieHuss MOCTYIUIEHUS TalaKTO3bl B

OTpaHM3M, 33 HCKIYECHHEM HNALNHEHTOB C INPOMEKYTOYHOH (no0pokadecTBeHHOI) dopmoi
6one3nn [20].

YpoBeHb 10CTOBEPHOCTH J0KA3ATEJbCTB — 5, YpoBeHb YOeauTeIbHOCTH pekoMenaanuii - C.
Kommenrtapuu: [layuenmam c¢ smoiu ¢opmou I'AJI mpebytomcs nocmynieHue cied08bix
KOUYecme 2anaKkmosvl ¢ Rnuwel. MIAOeHYyed cledyem KOPMUms CMecvio (Hanpumep, cOegol
CMeCbio), KOmopas cooepicum HeboIbuIoe KOIUYEeCHE0 2aaKmo3bl Ul 1aKkmossl. B mo epems kak
HeoOX00UMO Ouemuueckoe O0cpanudeHue MONIOYHbIX NPOOYKMOB C BbICOKUM COOEPHCAHUEM
2aNaKmosvl, He caedyem O02SpAHUYUBAmsv HeMONOYHble UCMOYHUKU —2alakmo3vl  (bobosuvle,

HeKkomopule pyKmuvl u 080wU, CYoOnpooyKmul).
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o PexoMenyeTcst HCIIOJIb30BaTh CMECH Ha OCHOBE M30JIATa COEBOro Oenka manueHTam ¢ ['AJl
0e3 pHCcKa AICPrHYECKUX pEeakluil, B KavyeCcTBE JICUCOHOTrO MPOJYKTa C IENBI0 CHIDKCHHS
00pa3oBaHus TOKCHYHBIX MeTaboauToB [1,3,4].

YpoBeHb 10CTOBEPHOCTH JJ0KA3aTEJLCTB — 2, YPOBEeHb YOeIUTeIbHOCTH peKoMeH1anuii - B.
Kommenmapuu: npu ucnonvb3o8anuu coesvix cmecell 8 NUMAHUU SPYOHbIX Oemell 803MONCHO
nosiGNeHUe AL1ePeUYecKUx peakyutl Ha 6enoK cou.

B makux cayuasx yenecoobpasHo HA3HAYAMb CMeCU HA OCHOBE BbICOKO2UOPONUZOBAHHBIX MOJIOUHBIX
benkos. B 3asucumocmu om cocmosiHus peOeHKa 603MONCHO COYemAaHHOe NPUMEHEHUe COe8ol
cMecu U cmecu Ha OCHOGe 2uopoiuzama Kazeuna 6 coomuowtenuu 1:1. B cnyyae couemanwoll
aniepeuu Kk coe u 0elKy Kopogbe2o MONOKA, PEKOMEHOOB8AHO NPUMEHeHUe cMecell HAd OCHO8e
amuHokuciom. Bozmooicno npumeneHue KazeuHnpeOOMUHAHMHBIX —0OE31AKMO3HbIX  MOJOYHBIX
cmecel.

o He pexomeHayeTcsi TPUMCHATH O€3JaKTO3HBIE MOJIOYHBIE CMECH C MpeolsajaHreM
ChIBOPOTOUHBIX OenkoB (60% wu Gonee) mammentam ¢ ['AJIl, ¢ menbro nM30ex)aHUS MMOCTYIUICHUS
rajgakTo3sl B opranusm [1,3,4].

YpoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — 2, YPOBeHb YOeAUTeJIbHOCTH peKoMeHaanuii - B.

KOMMeHTapl’IH: YKA3aHHblE CMeCU MO2ym CO()ep.?fCleb Cl1edoesble KOAUYecmea caiaKmosbi.

. Pexomenayercsi cTporo 0€371aKTO3HBIE TPOIYKTHI MMPUKOPMA M TTOKU3HEHHAsT O€371aKTO3HAas
aueTa namnueHtaMm ¢ kiaaccuueckoil ['AJL |, ¢ nenbio mpenoTBpaiieHusi NOCTYIUIEHUS TalaKTo3bl B
opraumswm [1,3,4,13].

YpoBeHb 10CTOBEPHOCTH J10KA3aTeJILCTB — 5, YPOBeHb YOeuTeIbHOCTH pekoMeHaanuii - C.
Kommenmapuu: nepeviii npukopm 8600umcsi 8 nepuood, Hauyuras om 4 0o 6 mecsayeg xnusHu. B
AUMAHUU UCNOTB3YVIOMCA MONLKO 0e3MON0YHble NPOOYKmMbl U 011004 npukopma: 6e3monouHble
Kawiu, a makdice 060WHOe, MACHOe U Qpykmosoe niope. Bce monounvie npooykmol, 6KIOYAA
yenbHoe KOpo8be MONOKO, KUCIOMONOUHbIE NPOOYKMbL, MBOPO2, 3anpeujaromcs K UCHOIb308AHUIO
nayuenmos ¢ I'AJI.

Buo nepsoco npuxkopma onpedensemcs CcoOCMOsHUEM HCENYOOUHO-KUWEYHO20 mMpaKma u
HYMPUMUBHBIM CMAMYCOM pedeHKa. Dmo modxcem 0bimb 080WHOE niope 0 0emcKo20 NUMAaHUs
be3 dobasneHuss MONOKA (U He uMerwux 6 cocmage 60006bIX) UNU OE3MONIOUHbIe KAWU HA OCHOGE
KVKVPY3HOIL, PUCOBOU UNU 2PeUHe8olt MYKU, OJis pa36edeHUs KOmopvlx HeoOX00UMO UCHOIb308AMb

my CReyuanusupo8aHHyl0 CMecCb, KOMOpYyio noayuaem pebdenok. MacHol npuxopm 6600am 8
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numanue ¢ 6 mecsayes. Ilpeumyuwecmeo omoaom CReYyuaru3UpOBAHHbIM OEMCKUM MACHBIM
KOHCEPBaM NPOMBIULIEHHO20 BbINYCKA, He COO0ePHCAWUM MONOKA U €20 NPOU3BOOHbIX U
CcyonpooyKkmos (Ha oCHo8e MACa KPOIUKA, YvblinjleHKa, uHoelku u op.) [lpumepHnuvle cpoxu esedemus
npukopma oemsm nepeoco 2ooa xcuszuu ¢ I'AJI npuseoenwl 6 Ilpunosicenuu 4.

Y nayuenmos ¢ GD axmusnocme I'AJIT cocmasnsem 15-25% om HopmanvHOU U 00bIYHO
npomexaem 6Oeccumnmomuo. Mnadenyvt ¢ GD, cobniodarowue eanaxmoszocodepaicawyio ouemy
(anpumep, epyonoe monoko unu o0bvluHyl0 cmecw), umeiom noeviueHnvie yposuu Gal-1-P 6
apumpoyumax. dmu Ouoxumuyeckue HApyweHus HOPMAIU3YIOMcs Ha oueme ¢ 02PaAHUYeHUuem
JIAKMO3bl, OOHAKO 0axce Npu HeOSPAHUUEHHOM NUMAHUU VPOBHU OObIYHO HOPMAIUZYIOMCS 8
meyeHue nepoco 2o0a wcusnu. Hecmomps Ha Ouoxumuueckue OmMKIOHEHUs, NAYUEHMbl He
noayuasuiue dSauMuHayuonuyto ouemomepanuto ¢ GD- ne npooemoncmpuposanu nebrazonpusmuoix
KAUHUYECKUX UCX0008 80 B8CeX UCCIeO008AHUAX, NPOBEOCHHbIX HA Ce200HAWHUL Oenb. llocrednue
KIUHUYeCKUe peKomeHoayuu no éederuto nayuenmos ¢ I'AJl ne pekomenoyiom neueHue nayueHmos
¢ sapuanmom GD, oonaxo npu noseienuu KIuHULECKUX CUMNIMOMOS, YKA3bI8AIOWUX HA NOPAICEHUE
newenu Ui NpU BbICOKUX YPOBHAX MOMANbHOU 2anakmo3svl npesviuiarowue 20 me/% MOHCHO
paccmompents 80NpoC 00 0CpaAHUYEHUY NOCIYNIACHUS IAKMO3bL ¢ NUUell.

Ipumepnvie cpoku 66ederust U NPOOYKMblL NPUKOPMA NAYUECHMAM C 2AJIAKMO3eMUell npedCmasiietvl

6 Ilpunosicnnuu A3.3

o He pexomenayercsi  NpHUMEHEHHE  JIEKAPCTBEHHBIX  IPENaparoB,  COAEp KAIUX
JIAKTO3Y/TalaKTO3y, a TAK)KE T'OMEONATUYECKUX MPEenapaToB, HACTOEK U CIIHUPTOBBIX JIEKAPCTBEHHBIX
¢opM manueHTam JH00ro BO3pacTa, C IENbI0 NPEJOTBPAIICHUS] HAKOIUIEHUS TallaKTO3bl U €€
metabonuTos [1,3,4].

YpoBeHb 10CTOBEPHOCTH J0KA3aTeJbCTB — 5, YPOBeHb YOeuTeIbHOCTH pekoMeHaauuii - C.
Kommenmapuu: nakmo3a Hepeoko UCNOnb3yemcs 6 Kaiecmee GCHOMO2AMeNbHO20 Geujecmed 6
20MEONamu4ecKux JeKapCmeeHHblX cpeocmeax. IMAaHoN MOopMO3Um INUMUHAYUIO 2ATAKMO3bL U3

nevyeru.

. Pexomennyercs BrimouaTh B panuoH npu ['AJl | moboe xonmmuecTBO W BUA (DPYKTOB,
oBolei, 0000BbIX, HEPEPMEHTUPOBAHHBIX MPOAYKTOB Ha OCHOBE COH, 3pENIbIX CHIPOB (C

conepkanueM ranakTo3sl <25 Mr/100 r) ¥ TUIIEeBBIX AO00ABOK Ka3eWHATa HATPUS WM KaJbIIHS

[1,3,4,13].
YpoBeHb 10CTOBEPHOCTH J0KA3aTeJbCTB — 2, YPOBEeHb YOeuTeAbHOCTH pekoMeHaauuii - C.
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Kommenmapuu: xoms ece npodykmsl Ha OCHO8e (hepMeHmuposaHHol cou cooepacam Oovlie
2aNaKmo3bl, OHU MO2Ym OblMb paspeuieHvl 8 HeDOMbUIUX KOIUYeCmeax, 6 payuoHe y oemeil cmapuie

1 200a.

o PexomeHnyercsi Ha3HaYEHUE AMETH C OTPAHUYCHHEM TallaKTO3bl / JIAKTO3bl MAlMEHTaM C
renepanu3oBannoit popmoii ['AJI 11, manmenTs! ¢ mpoMexxyTodHOH (100pOKauecTBeHHOM) HopMoii

00JIe3HU B HA3HAYCHUU JUETHI HEe Hyxarorcs [20].
YpoBeHb 10CTOBEPHOCTH 10KA3ATEJIBCTB — 5, YPOBeHb yOeAnTeJbHOCTH pekoMenaanmi - C.

Kommenmapuu: Ilayuenmam ¢ smoui gopmoi ['AJl mpebyromcs nocmynienue cied08bix
KOMUYeCms  2alaKmo3vl ¢ nuwjel. Mmaaoenyes ciedyem KOPMUMb CMecblo (Hanpumep,
KA3eUHNPEeOOMUHAHMHOU 0e31aKMO3HOU MONOYHOU CMECbI0), KOmopas COO0epiICum Hedoivbuioe
KOUYeCmeo 2a1aKkmossl Ui 1aKkmo3vl. Pexomenoyemcs nocmosHHoe ouemuyeckoe ocpaHudenue

MOJIOYHBIX NPOOYKMOB Y Oemeli cmapuie2o 803pacma.

. Pexomennyercst uHQY3MOHHas Tepanus TAalMEHTaM, HAaXOJSIIUMCS B  COCTOSHHH
METabOJIMYECKOTO KpH3a, C IENbI0 KOPPEKIMH BOJHO-3JICKTPOIUTHOTO OanaHca, MOAAep KaHUs
HOPMAJIBHOTO YpPOBHS TJIIOKO3BI B KPOBHU, JICUCHUS T'€MOCTa3HMOJIOTUYECKUX HAPYIICHUH,
BOCCTAHOBJICHUS QYHKIMI TIedeHu u movek [1,3,4].

YpoBeHb 10CTOBEPHOCTH J0KA3aTeJbCTB — 5, YPOBeHb YOeuTeIbHOCTH pekoMeHaanuii - C.
Kommenmapuu: noxazanuem K uH@y3UOHHOU mepanuu s6IslOmcs SUNO2IUKeMusl, 2UNno801eMusl,
2UNOKOA2yIsIYuUsl, 1aOOpaAmopHble NPUSHAKU NEeYeHOYHOU U NOYEeYHOU HeOOCMAmOYHOCIU,

Heo0oCmamo4HoCmb NUMAHUSL.

. Pexomennyercst aHTuOakTepuangbHas Tepanus B COOTBETCTBUM C JaHHBIMU IO
YYBCTBUTEIbHOCTH/PE3UCTEHTHOCTH MUKPOOPTaHU3MOB H/MJIM YYBCTBUTEIBHOCTHIO BbIIEICHHOM
MHUKpPOGIIOpHl  MalMeHTaM, HMMEIOIUM  o4Yard HMHQEKIMH ¢ [eJbl0  [PeJOTBpaIleHHs
pacrnipoctpaneHus HH(eKIUK U pa3sutus cemncuca [1,3,7].

YpoBeHb 10CTOBEPHOCTH 10KA3ATEJIbCTB — 5, YPOBeHb YOeUTEJIbHOCTH pekoMeHaaumii - C.

KOMMeHTapI/IﬂMI/II CO2JIACHO peKOMeH()CZZﬂUZM no cencucy

o Pexomenayercss npueM B BO3PACTHBIX  JIO3UPOBKAX  MpemnaparoB  Kalblusig U
Konexansiudepona** (Buramun D3), He conepkamux sakto3y Bcem nanuentam ¢ ['AJI crapmre 1

rojia, ¢ Iebi0 MPOGHIAKTHKHA OCTEONICHUH U ocTeonopo3a [1, 14].
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YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 5, YPOBeHb YOeUTEJILHOCTH pekoMeHaaumii - C.

Kommenmapuu: y nayuenmos c I'AJI nabniooaemcs cHudiceHue MUHEpaIu3ayuy KOCMHOU MKAHU
npu OMCYmCcmeuu npuema npenapamos Kaivyus u eumamuna D, umo uacmo npugooum K
PA36UMUI0 PAHHE20 0CMeonopo3a U NOSLILEHHOM) PUCKY nepeiomos kocmell. [Ipenapamul kanrbyus
(kanvyus enuyepohoccham, rkanvyus kapbonam), u Konrexanvyugpepora™* (sumamun D3) (maxoice
MO2YM HA3HAYAMbCA KOMOUHUposauHvle npenapamul (Kanoyus xapbonam-+Konexanvyugpepon))
HasHauaomes nayueHmam nocie 1 200a dHcusHu, HA POHe IMUMUHAYUU cmecell, AGNAIOUWUXCS

OCHOBHbIM UCMOYHUKAM KaAJlbYUusl U sUmMamuHa D.

e PexoMeHnayercsi B Cllydae MHUIMALMU IyOepTaTa HCIOIb30BaTh MperapaTsl MPUPOIHBIX
ACTPOTe€HOB (0eTa-3CTpaguoa WIM 3CTPaauoia) B BHUJE IMEPOPAJIbHBIX WM TpaHCIEepMallbHbIX
dopwm [38].

YpoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — 5, YpoBeHb Y0eIuTeJIbHOCTH pekoMeHaanuii - C.

. Pexomenayercs IIPOBEICHUE 3aMECTUTEIIBHOU TOPMOHAJIBHOU Tepanuu

KOMOMHHMPOBAaHHBIMU ~ 3CTPOTEH-TECTareHHbIMU  IpenapaTaMH, COJCPXKallUMH €CTeCTBEHHBIE

ACTPOTEHBI MallMEHTaM KEHCKOTO I0JIa C TralakTo3eMHe Mpu HEeoOXOIUMOCTH, COTJIACHO OOLINM

NPUHILIMIIAM 3aMECTUTEIBbHOM Tepanmuu MpU MEPBUYHOM TMIIEPrOHAJOTPOIIHOM TMIIOTOHAIU3ME C

ne4yeOHoit enbio [38].

YpoBeHb 10CTOBEPHOCTH J0KA3aTeJbCTB — 5, YPOBeHb YOeuTeIbHOCTH pekoMeHaauuii - C.

Kommenmapuu: npunyunvr unuyuayuu nybepmama U  NPOGeOeHUs  3aMeCmuUmelbHOU

eopmonanvhol mepanuu y oegouex ¢ I'AJl ne omauuaromes om obwux NPUHYUNOSE 3aMeCMUMeNbHOU

mepanuu  npu  NEePeUYHOM  2UNEP2OHAOOMPONHOM  2unocHaousme. HMmeiomces ceedeHus o

B03MONCHOCMU KPUOKOHCEPBAYUU MKAHU AUYHUKA 8 O0NYyOepmamHoOM 803pacme, 8 C8A3U C 4eM

0e80UKaM NOKA3AHA KOHCYIbMAYUs 6paia-axKyuepa-euHeKono2a (Cneyuanucma no penpooykyuu)

[38]. Bce npenapamei 6 6ude mabremok cooeprcam neboIbUIOe KOAULECMBO IAKMO3bl, HO 00Uast

003a OYeHb MAld NO CpABHEHUIO C OHOO2EHHBIM np0u360()cm60/w.

3.2 Xupypruuyeckoe JJe4eHue

° Pexomenayercs Xupypruueckoe JICUeHHE KaTapaKThl MalMeHTaM I10 MOKa3aHUsIM, 0COOEHHO
NIPY TIO3JTHEH TUArHOCTUKE 3a00JIEBaHUS C IEJIbI0 BOCCTAHOBJICHUS 3pUTeIbHON QyHKImu [1, 15].

YpoBeHb 10CTOBEPHOCTH 10KA3ATENbCTB — 5, YPOBeHb YOeIUTEJIbHOCTH pekoMeHaaumii - C.
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KomMeHnTapumu: xamapaxmel y nayuewmos c 2anakmozemuel Xapakmepusyromcs Kak Manvle,
MPAH3UMOPHbLE UYL HEOHAMAbHbIE U NPOXOOAM HA hone 0e31aKmo3Hol/0e32aniakmosHou ouemavl,
00HAKO, 6 OMOENbHbLIX NO30HO  OUACHOCMUPOBAHHBIX — CAYYAAX mpebyemcs npumeHeHue

XUpypeu1eckoz2o edeHus: (CO2NACHO KIUHUYeCKUM PeKOMeHOayusam no kamapaxkme).

3.3 UHoe JeyeHne

o PexoMeHnayeTcsi IICMXOJIOr0O-NEAArOTMYECKOE COMPOBOXKICHHUE, KOHCYJIbTaTUBHAS IOMOILb
Bpaya-jioromnena, naquentaM ¢ ['AJl npu HalMuuuM MOKa3aHUM C LEIbI0 TUATHOCTUKUA U JICYCHUS
HPOSIBJICHUH COMYTCTBYIOIICH MATOJIOTUHU U/WIIK OCIOKHEeHu# [15].

YpoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — 5, YpoBeHb Y0eIuTeJIbHOCTH pekoMeHaanuii - C.
Kommenmapuu: y nexomopwvix nayuenmos c¢ [I'AJl coxpansemcsa puck gopmuposanus
OMCPOUECHHBIX OCHONCHEHUL — 3a0epicKu pusuveckoeo pazeumus (Z-Score pocm/eéospacm <-2),
HapyweHus pazeumus pedu («8epOalvbHOU OUCHPAKCUUY»), MOMOPHLIX (QYHKYull (amaxcus),
ocmeonopo3sa (npu omcymcmeuu 0ONOJIHUMENIbHO20 86e0eHUs NPenapamos Kauibyus).

3adepoicka ncuxuuecko2o paszsumus, GulAGIAWAACA Y HeKomopblx nayuenmos ¢ I'AJI, nonyuarowux
ouemuyeckoe fieueHue, He msadxicends;, OHA MONCEM OOHAPYICUBAMBCA 8 PAHHEM 803pacme, HO dauje
CMAaHOBUMCSl OYEBUOHOU 8 WIKONbHbIEe 200bl, KO20d Y peOeHKa 803HUKAIOM MPYOHOCMU C YmeHueM
UnU  yceoeHueMm Mmamemamuku. Y uacmu nayueHmos 603MONCHO YMEPEHHOEe CHUMNCEHUE
UHMELIEKMY ATIbHO20 PA36UMUSL UNIU 1€2KAsl YMCMBEHHAS OMCMAIOCMb. Y HEKOMOopbIX 0OmMeyaomcs
oguzamenvHble HAPYWEHUs 6 6ude amaxcuu, Hel08KOCMU MeNKOU MOMOPUKYU, paAcCmpoLUcme
pasHogecusi U KOOPOUHAYUU, MbIUEYHOU OUCMOHUY, BO3MONCHO HAIUYUE MPEeMOpa NPU GbINOTHEHUU
yenenanpasieHHvlx Oelicmsull. 3adepoicka peuegoeo pazeumus y nayuenmos ¢ T'AJl 6 pannem

803paAcCme MoaHcen nPoABIAMbCs 3ampdeeHueM apmuxyiAiAyuu, 0beoHeHHbIM CHIOBAPHBIM 3aNnACOM.

4, MeauuuHcKas peaﬁn.ﬂnTaunﬂ, MEIUIINHCKHC MNoOKa3aHud H
NMPOTHBOIIOKA3aHUA K IPUMCHCHHUIO METO/10B peaﬁn.ﬂnTaunn

PexoMeHnayloTCcst  peaOMIMTALMOHHBIE  MEPOIPHATUS  NAallMeHTaM C  HEBPOJIOTMYECKHMHU
HApyIMICHUSIMA TI0 THITy JETCKOTO IepeOpaabHOro Iapajida BCIEACTBHE OWIMPYOMHOBOU
SHIe(ATONaTHH WM TOPAKEHUS 3PUTENBHOTO aHAJIM3aTopa BCIEACTBHE KPOBOWMBIUSHUS B
CeTYaTKy Iia3a, YaCTHYHO# aTpoduu 3putenpHoro Hepa [1,3,4].

YpoBeHb 10CTOBEPHOCTH J0KA3aTeJbCTB — 2, YPOBEeHb YOeIuTeIbHOCTH peKoMeH1aumii - B.
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5. llpodpunakTuka u qucnaHcepHoe HAOAI0IeHNe, MeIUIMHCKHE MOKA3AHUA U
NMPOTHBONOKA3AHNS K IPUMEHEHUI0 METO0B NPOPUIAKTUKHA

5.1 IlpodpunaakrTuka

e PexomeHnayeTcss KOHCYJIbTAIlMsl Bpada-TeHETUKA BCEM CEMbSIM IOCJI€ YCTAHOBJICHHUS TUarHosa
I"AJI, ¢ 1eabI0 pa3bACHEHUH T€HETHUECKOTO PHCKa B ceMbe [15].

YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 5, YpoBeHb YOeIUTEJIbHOCTH pekoMeHaanmii - C.
Kommenmapuu: B cemve, 20e ecmv nayuenm ¢ I'AJI, umeemcs 25% puck nosmoproco podcoenus
pebenka ¢ I'AJI npu xadxcoou nocrnedyrowell bepemeHHOCmuU. Y poOCMBEHHUKO8 U3 SPYNNbL PUCKA
MAKdHce 803MONCHO HOCUMENbCMBO MYyMayuil, eciu OHU OblIU UOeHMUPUUUPosanvl 68 OAHHOU
cemve. /[opooosas ouacnocmuka I'AJI eozmoocna memooamu JJHK-ananuza na mamepuane 60pcun
xopuona. Bonpoc o nposedenuu npenamanvhoi ouacnocmuxu I'AJI dondcen Ovimb 06CyHCcOeH ¢
pooumenamu npedxcoe, 4em NpUHAMb OKOHUamMeNIbHoe peuleHue, maxK Kaxk 3a60.1esanue noooaemcs
JIeYeHUro.

5.2 JlucnancepHoe HAOJII0AeHHE

C yenvio npedynpesicoenus UHMENIEKMYAIbHBIX, KOSHUMUBHBIX, PeuegblX, HNO3HABAMENbHbIX
HapyweHutl, 2apMOHUYHO20 U3UYECK020 pa3sumus OUCHAHcepHoe HaO00eHue KIlouaem 8 ces
KOHMPOJb 3a 1A00PAMOPHLIMU NOKA3AMENAMU U 34 KTUHUKO-UHCIPYMEHMATbHLIMU NOKA3AMEAMU,
ompadxcarowumu d¢hGekmusHocmes mepanuu

Konmpons 3a adexkeamnocmuio nevenus

. PexkoMenayercst KOHTPOJIMPOBATh aJ€KBATHOCTh IPOBOAMMOM Tepamuu C MOMOILBIO
onpezeNeHusl coaepkaHus oOmiel raizakTos3sl (rajakro3a + rajgakto3o-l-gocdar) B KpoBU BceM
HalMeHTaM C IeJIbI0 CBOCBPEeMEHHOM Koppekiuu nuethi [20].

YpoBeHb 10CTOBEPHOCTH 0KA3aTeJIbCTB — 5, YPOBeHb YoeAuTeIbHOCTH pekomenaanmii C.
Kommenrapum: Yacmoma konmponsi cooepicanus 2aiaKmo3snvl 8 cbleOPOmKe KposU COCmaegisem
He pedice 1 pas 6 3 mecaya Ha nepeom 200y dHcusnu, oanee He pedce 1 paza 6 200 NOICUSHEHHO,
Makice  BO3MONCHO  NPOGOOUMb  OONOJIHUMENbHOE UCCIe008aHue 6  CAVYAAX — NOGbIULEeHUS

nompe6ﬂenuﬂ 2anaKmo3svl u/unu npu nodos’peHuu Ha paseumue UHmMoKcukayuu

. Pexomenayercst B rmepuon MuHunyoeprata wucciefoBanue ypoBHa OCIT u AMI
(aHTUMIOJIJIEPOBBII TOPMOH) ISl OLIEHKH OBapUaIbHOTO pe3epBa U HEOOXOAUMOCTH KOHCYIbTALUU
Bpaua-aKyIiepa-ruHeKoIora (CrenranicTa mo penpoaykuuu) [36, 37].

YPpoBeHb 10CTOBEPHOCTH I0KA3ATEJILCTB — 5, YPOBeHb Y0eAUTeJbHOCTH pekoMenaaumi - C.
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o PexoMeHnayercsi 1mpu  SHIOKPUHOJIOTMYECKOM OOCIEAOBAaHMM B Iepuoa Iydeprara
IIPOBEJICHUE AHTPOIOMETPUM U OLICHKHU I10JIOBOTO PAa3BUTHUSA 10 IIKane TaHHep, OlleHKa KOCTHOI'O
BO3pacTa, MccliiejoBaHue YpoBHsI ToHagoTporHbiXx ropMoHOB (JII' u ®CI') u ypoBus AMIT s
JUArHOCTUKU  TMIIEPrOHAZOTPONHOIO  TIMIIOTOHAAU3Ma,  OIpPENEeJIEHUs  CPOKOB  Hadyaja
3aMECTUTEJIbHOM TOPMOHAJIBHOW Tepanmuu M HEOOXOJUMOCTH KOHCYJIbTAallMM Bpada-akyliepa —
FHHEKOJI0ra (CreruanucTa no penpoaykuun) [36, 37].

YpoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — 4, YpoBeHb yOenTeJbHOCTH pekoMenaanmii - C.
Kommenmapuu: y oOeeouex ¢ I'AJl opmupyemcsa nepsuunas HeOOCMAmMoOYHOCMb AUYHUKOS,
Komopas mooatcem pa3eueanvbcCsl KAk 6 60ny6epmam11blﬁ nepuod u nOmp€6066117/Ib HA3HAa4YeHue
mepanuu 3cmpo2enamu 01 uHuyuayuu nybepmama, max u nocie cmapma nybepmama, 4mo
nompedyem 3amecmumenvHoll copmonanvroi mepanuu [36, 37]. Cruocenue gonnuxynsipnoeo nyia
BO3MOJICHO YoKCe 6 pAHHeM e60o3pacme, 6 C6A3U C 4eM, NOKA3AHA pPAHHAA KOHCYJlbmayuus epavdd-
aKyuwepa-cuHexKoloza (cneuuaﬂucma no penpodykuuu), 6 mo oJice epemsl OnuCaHvl CNOHNAHHbLE

bepemennocmu y nayuenmox ¢ I'AJI.

o Pexomenayercsi ynbTpa3ByKOBOE HCCIEIOBaHHWE OpPraHOB Majoro Tasza (YJIbTPa3BYKOBOE
MCCJIeIOBAHNE OPTaHOB MAJIOTO Ta3a (KOMIUIEKCHOE)) 1 pa3 B roj feBoUuKam ¢ 12-meTHero Bo3pacra
JUTSL OIICHKH COCTOSIHHSL SIMUHUKOB M COOTBETCTBHUS UX Pa3MEPOB BO3pPaCTHBIM HopMam [36, 37].

YpoBeHb 10CTOBEPHOCTH J0KA3aTeJIbCTB — 4, YpoBeHb yOeauTe1bHOCTH pekoMeHaanuii - C.

o Pexomenayercsi  ucCleIOBaHME  MUHEPAJIBHOM  IJIOTHOCTM  KOCTHOM  TKaHU  —
(eHcUTOMETpHSI) Y MALIMEHTOB CTapuie S5 JeT sl IUarHOCTUKU CTENEHH OCTEONEHUH, BbISBICHUS
TPYIIIBI PUCKA TIO0 OCTEONOPO3Y U MPHUHATHS TpodunakTuueckux mep [1-4, 15].

YpoBeHb 10CTOBEPHOCTH J0KA3aTeJbCTB — 5, YPOBeHb YOeuTeIbHOCTH pekoMeHaauuii - C.
Kommenmapuu: wacmoma uccnedosanuii - no nokazanusam e yawe I paza 6 200, He pexe 1 pa3 B 5

JICT.

. Pexomenayercsi HaOMOZICHUE Bpava-aKyliepa-THHEKOIOTa U Bpaya-3HIOKPUHOJIOTa/Bpaya-
JETCKOTO SHIAOKPUHOJIOTA ¥ Ha3HAYCHUE 3aMECTUTEILHOW TOPMOHAIBHON Tepanuu JieBoukam ¢ 12-
JIETHEr0 BO3pacTa IMpHU BBISBICHUU MEPBUYHONM aMEHOPEHU, C LEIbI0 KOPPEKUUU TOPMOHAIBHOIO

craryca [15].
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YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 5, YPOBeHb YOeIUTEJIbHOCTH pekoMeHaauuii - C.

o PexomengoBano namnueHtam ¢ ['AJl npoBefeHre OMOXHMMHUYECKOTO aHAIN3a KPOBH C IIEIIHIO
OIICHKH COCTOSIHUS TICYCHH, TIOYEK U BBIABICHUS, OTKIOHCHHHA BaXXHBIX OWOXUMHUYECKUX
nokasareJjiei U Mx JajbHeiIel koppekuuu He pexe 1 pasa B rox [6, 7, 29 - 35].

YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 2, YPOBeHb YOeIUTEJIbHOCTH pekoMeHaanmii - C.
Kommenmapuu:  npu  npumeneHuu  02paHuUMUMENbHOU  Ouemvl  GO3MONCHO  pa3eumue
oucnpomeurnemuu, HApywleHusi MUHepaibHo20 00MeHa U Oeuyuma BadCHbIX MUKPOIIEMEHMOS.
Lenecoobpasno onpedenenue cooepicanusi 20K03bl, 00ueco benxa, berkosvlx gparkyui, ooueco
ounupybuna, Xoaecmepurd, mMpuIuyepuoos, IUNONPOMEUO08 HUZKOU U BbICOKOU NIOMHOCHU,
wenoynot  Qocghamazvl,  KpeamuHuHda,  MOYeBUHbl,  alanuHamunompancpepaszvr  (AJIT),
acnapmamamunompancgepazvt (ACT), kanvyus obweco u UOHUBUPOBAHHO20, HAMPUS, KATIUA,
HeopeaHuyeckoeo gocghopa, sxnenesa, eppumuna, yposHs 0CHO8HO20 Memaboiuma sumamuna D 6
Kposu (uccinedoganue yposus 25-OH eumamuna /] 6 Kposu ¢ yeivto oyeHKu 6ANAHCA BAHNCHELIUUUX
HYMPUEHMO8 Npu OUemomepanuu, OYeHKU Kaibyueeo-ghochopnoco oOMena, OYeHKU cOCMOsHUs

nouex, neueHu ¢ nepuoouyHocmvio 1 paz 6 2oo.

. Pexomenayercsi mpoBejieHHe yabTpa3BykoBoro ucciemoBanus (Y3U) opranoB OproirHoOi
MOJIOCTH U TOYeK He peke 1 pasza B ron marnueHTtam ¢ ['AJI ans BbISIBIEHUS TUCMETA0OINYECKUX
Hedpomnatuil, HehpoKaIbIINHO32, U3MEHEHHUI CO CTOPOHBI MEYEHH U TOHKETyI0UHOM xenessl [1,2,
15].

YpoBeHb 10CTOBEPHOCTH 10KA3ATEJILCTB — 5, YpoBeHb yOeIUTEILHOCTH pekoMeHaamuii - C.
Kommenmapuu: Y3U opeanos bprownoii nonocmu u novex npogooumcs ue pexce 1 paza 6 200. y
demetl nepeoco 200a PeKOMEeHO08aHO Oojee yacmoe Ucciedosanue O0as KOHMPOJL COCMOAHUS,

0COOEHHO NpuU OeKOMNEeHCayull.

o Pexomennyercss oOyuuth poautenedt mnamueHtoB ¢ ['AJl mpaBunmam opraHuzanuu
JUETOTEpAllMM W KOHTPOJIA 3a AaJEeKBAaTHOCTBIO €€ IIPOBEACHUSA C LEJNbK  IIOBBIIICHUS
s dexruBHOCTH Jedenus [1, 3,4].

YpoBeHb 10CTOBEPHOCTH 10KA3ATEJIbCTB — 5, YPOBeHb YOeUTEJIbHOCTH pekoMeHaanmii - C.
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o PexoMeHnayeTcst KOHCYJIbTAllMU BPAuOM-TEHETHKOM C IIENBIO OICHKH JAWHAMHKHU Pa3BUTHUS
naiueHToB ¢ ['AJl a1 CBOEBpEMEHHOrO BBISBICHUS HApYIIEHUH U TpU HEOOXOAUMOCTH
HAaIpaBJICHUS K COOTBETCTBYIOIEMY CIICIIHATHUCTY JIJIsl HAOIOICHHS M KOPPEKLUY JedeHus [15].
YpoBeHb 10CTOBEPHOCTH 10KA3ATEJIBCTB — O, YPOBeHb yOeAnTeJbHOCTH pekoMenaaumii - C.
Kommenmapuu: coznacno mHeHuio pabouell 2pynnvl pPOCCUUCKUX IKCNEPMOos, UenecoodpasHo
nPOBOOUNb KOHCYIbMAYUU:

- 8 8o3pacme 0o 6 mec- He pedice I paz 6 2 mec, ¢ 6 mec 0o 1 200a — He pedice I paza 6 3mecsaya

-c 1200a 0o 12 nem — ne peogice 1 paza 6 6 mecayes

- cmapuwe 12 wue pedice I paza 6 200

o PexkoMeHn10BaHa KOHCYJIbTAIMs Bpaya-AUETOJIOra MMAalMeHTaM C YCTaHOBJIEHHBIM JAMAarHO30M
['AJI 11 OLEHKM HYTPUTHUBHOIO CTAaTyca, OUEHKHU 3((HEKTUBHOCTH JUETOTEPANUU U €€ KOPPEKIHH
npu Heobxomumoctu [15,29].

YpoBeHb 10CTOBEPHOCTH J0KA3aTeJILCTB — 5, YpoBeHb YOeIuTeIbHOCTH pekoMeHaanuii - C.
Kommenmapuu: namozenemuueckum memooom nevenus I'AJl senaemcs ouemomepanus. Yacmoma
nocewenus epava-ouemonoea - no nokazanuim. Co2nacno mmenuio paboueti epynnvi poCCUUCKUX
9KCNEepmos, YenecooopazHo nposooUmMs KOHCYIbMAYUUL:

- 8 so3pacme 00 6 mec- He pedxce I paz 6 2 mec, ¢ 6 mec 0o 1 2o0a — He pexce 1 paza 6 Imecaya

-c 1 200a 0o 12 nem — ne peoce 1 paza 6 6 mecayes

- cmapwe 12 we peoice 1 paza 6 200

Knaccugurayusa napywenua nympumusnoco cmamyca BO3 npeocmasnena 6 [lpunoscenuu A3.4.

. PexoMeHng0BaHa KOHCYJBTAIIMM Bpauda-TieuaTpa/Bpadya oOIIeld MPaKTUKU (CEMEHHOTO
Bpaua) naerssM ¢ ['AJl nns oOuEHKM OOIIero COCTOSIHUSL 370pOBbSl M ONPENCNICHUS TaKTUKU
nanpHemei repanuu [15].

YpoBeHb 10CTOBEPHOCTH J0KA3aTEJbCTB — 5, YPOBeHb YOeauTeAbHOCTH pekoMeHaauuii - C.
KommenTapumu: ne pesce 1 paza 6 6 mecayes.

. PexoMeHn10BaHa KOHCYJIbTAIlMsl Bpada-TeparneBTa/Bpadya oOIIeH NpPaKTUKH (CeMEeHHOro
Bpaua) Juisl mamueHrta crapiie 18 ser c¢ ycraHoBieHHbIM auarHo3oMm ['AJl mnst oueHku oOriero
COCTOSIHUS 37I0POBbS M ONPEAEICHHS TAaKTHKH JabHeiIei Tepanuu [15].

YpoBeHb 10CTOBEPHOCTH J0KA3aTeJbCTB — 5, YPOBeHb YOeauTeI1bHOCTH pekoMeHaauuii - C.

KommenTapum: re pesce 1 paza 6 200.

33



o PexoMeH/10BaHA KOHCYJBTAIMS Bpaya- racTPOIHTEPOJIOra MAIMEHTaM C YCTaHOBJICHHBIM
nuarHozoM ['AJl mpu HajaM4YMU MOKAa3aHWI JUIS CBOSBPEMEHHOIO BBISBICHHS H/WIM MOHUTOPUHIA
racTPOIHTEPOJIOTHIECKON matosoruu [43,44].

YpoBeHb 10CTOBEPHOCTH 10KA3ATEJIBCTB — 5, YPOBeHb yOeAnTeJbHOCTH pekoMeHaanmi - C.

e PexomenoBana mnaiuenTam ¢ ['AJl mo mokasaHusiM KOHCYJbTAIlUsl Bpada-KapauoJiora/Bpava-
JNETCKOr0 KapJauoJiora MOBTOpPHAsl ISl OLUEHKH BBISIBICHHBIX KAPAUOJIOTMYECKHMX HM3MEHEHUU U
pelieHust Borpoca o tepamnuu [45].

YpoBeHb 10CTOBEPHOCTH 10KA3ATEJIBCTB — 5, YPOBeHb y0eAnTeJbHOCTH pekoMenaanmi - C.

. PexomengoBana namuventam ¢ ['AJI mo nmoka3zaHusiM KOHCYJIbTallMsl Bpada-HEBPOJIOra JUIs
CBOEBPEMEHHOTO BBISIBIICHUS W/HJIM MOHHUTOPUHTA HEBPOJOTHUECKUX U3MEHCHHIA [7].

YpoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — 5, YpoBeHb y0eIuTeJIbHOCTH pekoMeHnaanuii - C.

o PexomennoBan namuentam ¢ I'AJI ocmoTp Bpauom-odranbmosnorom He pexe 1 pasa B 3
roJia C LENbIO BBISIBJICHUS TJIa3HOW MaToyIoruu [7].

YpoBeHb 10CTOBEPHOCTH J0KA3aTeJbCTB — 5, YPOBEeHb YOeIuTe1bHOCTH pekoMenaanuii - C.

o Pexkomenayercss KOHCyNbTallMs Bpauya-3HAOKPHHOJIOTA/Bpaya-IeTCKOro 3HIOKPUHOJIOra
neBoukam ¢ ['AJl B mepuon muHumyOeprara (6-12 Mec) W MO JOCTHXKCHWW HWKHEH TPaHHUIIBI

Hy6epTaTHOFO BO3pacTa (8'10 J'ICT) C OCJIBIO NUAIrHOCTUKHU THIICPrOHAAOTPOIIHOTO THUIIOrOHAANU3Ma
[36, 37].

YpoBeHb 10CTOBEPHOCTH 10KA3ATEJILCTB — S, YpoBeHb yOeAnTeJbHOCTH pekoMenaamui - C.

. PexomenaoBana KOHCYIbTaIUsl MEAUIIMHCKOTO Nicuxojora namuentam ¢ I'AJ] npu Hanuuuu
NOKa3aHUH JUIsI OLEHKM U  KOPPEKUUH TCHXOJOTHYECKOTO0 COCTOSHHUS M IICHXOJOro-
NeJaroOrHYeCcKOro COMPOBOXKICHHS CeMbHU He pexke 1 pasa B rox [15,45].

YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 5, YPOBeHb YOeIUTEJIbHOCTH pekoMeHaaumii - C.
Kommenmapuu: ona oyeHku unmeniekma u Opyaux 6U008 NCUXU4eckoll 0esamenbHOCU NAYUeHmos
¢ T'AJI ucnonvzyrom coomseemcmsyowue npocpammuvl u mecmol. Bo epems nepexoonoco nepuooa
nOOPOCMKAM 0COOEHHO HeobXO00UMAa NCUXONI02UYecKds: NOMOWb NO BONPOCAM KOMMYHUKAYUU 6
cembe U obwecmee, nNpogheccuoHanvbHol opuenmayuu, 0as xcerwurn ¢ I'AJl akyenm credyem

oenamo aKyerm Ha eonpocax, C6A3aHHblIX C 6€p€M€HHOCH1bIO.
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o PexomeHg0oBaHA KOHCYJIbTAI[Msl MEAULMHCKOTO IICMXOJOra IOBTOpHAs NAalMeHTaM ¢
YCTAaHOBJICHHBIM OHWArHO30M T'AJI pu HaJIWIUH OKa3aHui JJIA ICHUXOJOro-ricaaroru4ycCKoro
COITPOBOKCHUS ceMbH [15, 45].

YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 5, YpoBeHb YOeUTeJIbHOCTH pekoMeHaanmii - C.
KommeHmapuu: ncuxojocudeckas nomoutb nauueHmdadm moaxcem nompe606amz) Kypc 3aHAMUL— 8

3a8ucumMocmu Om UHOUBUOYAILHLIX 0COOEHHOCMell NAYUEeHMA U CeMbU.

. PexomennoBano mamueHtam ¢ ['AJl koHCynbTamus Bpada-peaOUINTONOra ¢ MEIbI0
COCTaBJICHUS IJIaHA PeaOMIINTALMK [IPY HATMYHUHU TToKa3aHui [15, 45].

YpoBeHb 10CTOBEPHOCTH 10KA3ATEJILCTB — 5, YpoBeHb Y0eauTeJIbHOCTH pekoMeHnaanuii - C.

. PexomeHnayercs yyacTue B BEICHUU MAlMEHTOB C FaJIAKTO3€MUEH MYJIbTUIUCHUIUIMHAPHON
KOMaH/bl CHEIUAIMCTOB B CBS3M C HalU4YMEeM pPa3HOOOPa3HBIX KIMHUYECKUX MPOSBICHUM
ranaktosemuu [45].

YpoBeHb 10CTOBEPHOCTH I0KA3aTEJIbCTB — 5, YpoBeHb yOeauTeIbHOCTH pekoMeHaanuii - C.
KommeHnTapumu: mozym 0vimb HeoOX00UMbl NepeuyHbvle U NOGMOPHblE KOHCYIbMAayuu 6paya-
Heghponoea/spaua-yponoza/epaia-yponoca-anoponoea 0emcKko2o, 8pava-ungekyuonucma, epaua-
anecme3uon02a-peaHumamonoad, epaua- KIUHUYECKO20 gapmaronoza, epaua-
9HOOKPUHON02A/8PAYUA-0EMCKO20  IHOOKPUHON02d,  6PAYaA-aKYULEPA-CUHEKO02d, MeOUYUHCKO20

ncuxoJjioea, n02oneoa u dp 8 3A8UCUMOCTU OM KIUHUYECKOU cumyayuu.

. Pexomennyercst mauuentam ¢ ['AJI  mpu OTCYTCTBMM COIYTCTBYIOLIUX 3a00Ji€BaHUI
OPOBOIUTh NPOPUIAKTUUECKYIO BaKLUMHAIMIO C LEJNbl0 (OPMHUPOBAHUS HMMYHHOW 3alUTHI
opranusma ot uHdekiwmii mo rpaduky [49] .

YpoBeHb 10CTOBEPHOCTH 10KA3aTEJNbCTB — 4, YpoBeHb YOe1UTeJIbHOCTH pekoMeHaaumii - C.
Kommenmapuu: npu nanuuuu conymcemeyiowux 3a001e6aHull paspeuienue Ha nposeoeHue
NPUBUBOK Oaemcsi COOMEEeMCcmeyIouWuM CHeyuarucmom. Jauwnvie pekomMeHOayuu OCHOBAHbL HA

MHO2O01ENMHEM Onblme pa6ombz epaltezl, Cneyualtusupyrowmuxcsi Ha jevenuu nayuesmos ¢ 6 Po.

6. Opranuzanusi oka3aHusi MeJIUIMHCKON MOMOIIH

IToxazanms JJIA IUTIAHOBOM rocuvTain3ani B MCAUIUHCKYIO OPraHu3alnuo:
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NPOBEJCHNE JAWATHOCTHKH M JICYeHHUs, TpeOyromue IMpoAODKUTENBHOTO (IHEBHOE WIIN
KPYIJIOCYTOYHOE TpeObIBAaHHE) MEIUIIMHCKOTO HAONIOJACHUS W MOHUTOPHHIA KIMHHKO-
1ab0paTOPHBIX MOKa3aTeNeH;

HEOOXOJMMOCTh MPOBEACHUS PA3JIMYHBIX BHUJIOB OKCIIEPTU3 WIM OOCIEIOBaHHSA B
MEIUIIMHCKOW OpraHu3allid IPH HEBO3MOXKHOCTH NPOBEICHHUS WX B aMOYJIaTOPHBIX
ycnoBHAX (B TOM yHcie odopmieHne 3akitoueHus (peaepanbHOro KOHCHIMYyMa/BpaueOHOH

KOMMCCHH).

ITokazanms JJIA 3KCTpeHHOﬁ rocruTajaIn3alui B MEAUIIUMHCKYIO OPraHu3alnuio:

1.

OCTPBIC YI'pOXAIUE OJId XKHU3HW W Pa3BUTUA OCJIOKHECHUM COCTOsAHMA, Tpe6y}oume
HCOTJIOXKHOI'O JICUCHHA, B TOM YHUCIIC HHTCHCUBHOMU TCpaIinu, a TaKKC KPYIJIOCYTOYHOI'O

MCIUIIMHCKOI'O Ha6JIIOI[eHI/II/I W NPOBCACHUA CIICHUATIBHBIX BUI0B O6CJICIIOBaHI/I$I " JICUCHNA.

IToka3anus K BRIIHUCKE Nal[MEHTa U3 MCHHHHHCKOﬁ OopraHu3anuu:

1.

OTCYTCTBHE YIPO3bl JJS JKU3HU HAllMEHTa U yrpo3bl Pa3BUTHUS OCIOKHEHUH, TpeOyIoLMX
HEOTJIOKHOTO JICYEHHUS [P 3aBEPILEHUE TUarHOCTUYECKUX MEPOIIPUATHIA.
CTa0WIn3anusi  COCTOSIHUS M OCHOBHBIX  KJIIMHUKO-TAOOPAaTOPHBIX  IOKa3arenen
[aTOJIOTUYECKOr0  Ipolecca, OTCYTCTBHE  HEOOXOIUMOCTH B MPOJOJDKUTEIBHOM
MEIUIUHCKOM HaOII01eHUH (JHEBHOE WM KPYTIIOCYTOUHOE MPpeObIBaHuUE);
HEO0OXOIMMOCTh MepeBoja OOJILHOTO B JIPYTryl0 MEIUIMHCKYIO OpraHU3alui0 WU

YUpEXKJIEHUE COLUATBHOIO 00eCeYeHHU .
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7. lonoJiHuTEIbHAsI HH(popManusa (B TOM 4yucje GakTopbl, BJAUSIIOMINE HA

HCXO0/1 3200/1eBAHUS WM COCTOSTHUA)

Ha ucxon u Teuenue 3a001eBaHus BIMSIOT CPOKU YCTAHOBJICHUS AMAarHO3a CBOEBPEMEHHO U
a/IeKBaTHO HAa3HAYEHHAs IUeTOTepanysl U MEpONPUATHS HEOTI0KHOM oMol (TepeuBaHue
KPOBH, KOMIIOHEHTOB KPOBH, UH(PY3UOHHAS TEPATIHS).

[Iporuno3 3aboeBanus HEOIATONPUATHBIN MPH MO3IHO TUATHOCTUPOBAHHOU TsHKEIOH Gopme
rajjlakTo3eMHUH (B CBA3M C OTCYTCTBHEM IPOBEEHUs CKpUHUHTa). [Ipyu panHeM Ha3HaueHUU

JAUCTHYECKOTI'O JICUCHUA NETU MOT'YT pa3BUBATLCA HOpPMaJIbHO.
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Kpurepuu kauecTBa okazaHusi MeIUIUHCKOM MOMOIIM JAETSM € raJIaKTo3eMueil

Ne Onenka
Kpurepun xkavyecrBa BBINOJIHCHHUS

BolnonHeH HeoHaTaNbHBINA CKPUHUHT (OIPEEIIEHNE TOTATbHON Ha/uer
rajlakTo3bl B CyXOM IITHE KPOBH)

BrinonneHo onpesieneHrne akTUBHOCTH (pepMeHTa rajakro3o-1- Ha/uer
docharypununrpanchepassl (I'AJIT) ¢ uenpro moaTBEepKACHUS
JMarHo3a  W/WIM MOJIEKYJISIPHO-TEHETHYECKOE UCCleIoBaHue (Ipu
MOCTAaHOBKE JTMarHo3a)

BeinonHeH OMOXUMHYECKUI aHAIN3 KPOBU C OIPEACICHUEM YPOBHS Ha/uer
chIBOpoTOUHOM KpeatnHpochokunazsl (KDK), makrataerniporenassl
(JIAI), amanmaamunoTpancdepassr (AJIT),
acmapraramuHoTpancdepasbl (ACT) (Ha MOMEHT IOCTAaHOBKH JIMAarHo3a
U €CJIM HEe MPOBOJMIIOCH B MPEALIECTBYIOIINE 6 MECSIIEB)

Brinonnen o0t (KITMHUYECKUN) aHATN3 KPOBHU (€CIIH HE Ha/mer
IIPOBOAMJIOCH B MPEALLIECTBYIOIINE 2 MECSLA)

BeinonHeHo onpenenenne pa3MepoB U CTPYKTYpPbI IIEYSHU MO JJaHHBIM Ha/uer
yIBTPa3ByKOBOT'O UCCIIEI0BAaHUS OPIOIIHOM MOJIOCTH (€CIU He
IPOBOJIMIIOCH MTOCIIEIHUE 6 MECALIEB)

BoinonneHno o6cnenoBaHns MUHEPATIBLHOM MJIOTHOCTH KOCTEH C Ha/ner
NPUMEHEHUEM PEHTI€HOJEHCUTOMETPUH (€CII HE MPOBOIUIOCH B
nocneanue 12 mMecses)

BrinonHeHa KOHCYIbTAlMS BPAaUOM-T€HETHKOM IIPH YCTAaHOBJICHUHU Ja/aet
Mar’osa

BrinosHeHa KOHCYNIbTallKsg BpauoOM-HEBPOJIOrOM (eciii He Ha/ner
MPOBOAUIIOCH TTOCHEeAHUE 3 Mecsla 11 neteu 1o 1 rona u He pexe 1
pas3a B TOJ JUIsl MallUeHTOB cTapiie 1 rona)

BrimiotHeHa KOHCYIBTAIIAS BpauyOM-TIEIMATPOM/TEpParieBTOM (E€Cli He Ha/uer
MIPOBOJIUJIACH TTOCIIETHUE 3 MecsIIa)

10. Ha3nauens! npenaparsl BuTamMuHa D, kanplus, y MaiMeHTOB CO Ha/ner

CHIDKEHHMEM IIJIOTHOCTH KOCTHOM TKaHHU

111 Buinonmena KOHCYJIbTAIIUs BpadYOM-3HAOKPHUHOJIOTOM/BpauyoM-/I€TCKUM Ha/uer

SHIIOKpUHONIOTOM aeBoukam ¢ ['AJI B mepuon muaunyoeprara (6-12
MEC) U 10 IOCTHKEHUU HWKHEH rpaHuiIbl myOepTaTHoro Bo3pacta (8-10
JIET)
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no npodunakTuyeckoit MeauiHe Munsnpasa Poccun

Huxoaaesa E.A. - 1.M.H., ipod., uien Poccuiickoro o61mecTsa MEAUIIMHCKUX T€HETHKOB

JlappoBa A.E. — n1.M.H., n.0. pykoBoautenss MHCTUTyTa llennatpun YHHUBEPCUTETCKOW KIMHUKH
OI'BOY BO “ITIpuBOMXCKHMM UCCIENOBATENbCKUN MEIUWUMHCKUN yHUBepcuTeT MuH3gpasa
Poccun, 3aBeayrommii 2 meuaTpUUecKuM OTICTIEHUEM C MEIUIIMHCKON peadminTanme

Jlapmmna E.A. - Bpau-na6opant ®I'BHY "Mennko-reHeTHuecKuii HaydHbBIN IIEHTP UM. aKaJIeMHUKa

H.IT.BoukoBay, wieH Poccuiickoro o0IecTBa MEAUIIMHCKUX T€HETUKOB
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20.

21.

22.

23.

24.

25.

26.

IIbippeBa E.A.- k.M.H., 3aBenyromuii taboparopueii Bo3pactHoil Hytpurmosorun @I'BYH OUI]
NUTaHUS, OMOTEXHOJIOTUH U O€30MaCHOCTH THIIH.

Penuna C.A. — k.M.H., Bpau-reHetuk ®PI'BHY "Meauko-reHeTnueckuii HaydHbId LEHTP HUM.
akagemuka H.I1.boukoBa ", 4yieH Acconuanyuy MeJUIIMHCKUX I'eHeTHKoB Poccuu

CenumssnoBa JI.P. - k.M.H., Beaymuii HayuHbiii cotpyauuk HUW nenuatpuum u oXpaHsl 310pOBbsI
nereit LIKb PAH MunoOpHayku, TOIEHT Kadeapsl nmeauaTpun u aeTckoi pesmatoiorun GPIAOY
«IIepbiit MI'MYVY um. U.M. CeuenoBa» Munsapasa Poccun (CeueHOBCKMI YHUBEPCUTET), WIECH
Coro3za IlenquarpoB Poccuun

CmupnoBa O.5l. — Bpay-TeHETHK, CTapIIMil HAay4YHBI COTPYJHHUK OTAENa CTaHIAPTHU3ALUUU U
U3Yy4€HHUs OCHOB Joka3aTtesibHol Menuuuuabl HUM neauarpun u oxpansl 310poBes aereid [IKb PAH
CrpoxkoBa T.B.- mpodeccop. PAH, na.mM.H., 3aBeaylomuil OTIEICHHEM IEIUATPUICCKOM
ractposHTeposoruu, remaronorun u auerorepanuu OI'BYH OUIl nurtanHusi, OMOTEXHOIOTUU H
0e30MmacHOCTH MUK, 3aB.Kadeapoil ractposuteponoruu u nueronorud GI'AOY BO PHUMY uwm.
H.N.IInporosa Munsapasa Poccun.

Tapan H.H.- xMH., crapmmid HaydHbIi COTPYAHMK OTIEJIECHHUS  IE€IUAaTPUYECKOU
racTposHTepojiorun, renatojorur u aueroreparnu ®PI'BYH ®OUIl nuranus, OHOTEXHOJIOTUH W
0€30MacHOCTH TMHIIU; ACCHUCTEHT Kadenpsl ractposHtepoioruu u aueronorun OPI'AOY BO
PHUMY wum. H.1.ITuporosa Munszapasa Poccun.

®ucenko A.Il. - npodeccop, a.M.H., qupekrop PI'AY "HMMUIL] 3m0poBbst nereit" Mwun3zapasa

Poccun

Asemopvl  noomeepoicoarom  omcymcmeue QUHAHCOBOU  NOOOEPHCKU/KOHPIUKMA  UHMEPeCOs,

KOMOpbwlli He0OX00UMO 0OHAPOO08am.
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Ipuiaoxkenue A2. Meroxo10rusi paspadoTKu KIMHUYECKUX PEKOMEeHAauM i

LeneBast ayqiuTOPHUA JAHHBIX KIMHHUYECKUX PEKOMEHIALMIA:
Bpauu-neauarpsl

Bpaun-reneruku

Bpauu-nueronoru

Bpauu-racrposnreposnoru

Bpayu-3HI0KPUHOJIOTH

Bpauu-tepaneBTsl

Bpauu o0ueit npakTuku (ceMeliHble Bpaun)

Bpauu-nespoioru

MenuiuHcKre ICUX0JI0TH

JledbexTomoru

Cryaentsl MenuuuHckux BY30B, opauHaTopsl.

MeToabl, MCTIOJIBL30BAHHbIE /sl cOOpa/celeKIIUN I0KA3aTeIbCTB:
MTOUCK B JIEKTPOHHBIX 0a3ax JaHHBIX.

Onucanue MeTOA0B, MCNOJIb30BAHHBIX /IS OOpa/cesIeKIIUM 10KA3aTeJbCTB:

JIOKa3aTeIbHOU Oazoif JJIA peKOMeHI[aHI/Iﬁ SABIIAIOTCA HY6J'II/IK8.LII/II/I, BOICAIINE B

Kokpanosckyro 6ubnmnoreky, 6a3sl ganabix EMBASE u1 MEDLINE. I'ny6una noucka coctasisiia 5

JICT.

MeTtoasbl, HCIIOJb30BAHHbIE /IS OLEHKH KAa4eCTBA H CHJIBI J0KA3aTe1bCTB:
. Koncencyc sxcneprtos;
. OrneHKa 3HaYUMOCTH B COOTBETCTBUH C PEUTUHIOBON CXEMOH.

Tadauua 1.11Ikana oreHku ypoBHeUW moctoBepHOCTH mokaszarenbctB (Y /) nns meromos

JAUarHoOCTHUKH (ILI/IaFHOCTI/I‘{eCKI/IX BMCI_HaTeJ'IBCTB)

YA Pacungposka

1 Cucrematuueckre 0030pbl HCCIEIOBAHUM C KOHTPOJEM pedepeHCHBIM METOJIOM WIH
CHUCTEMaTHYeCKHl  0030p  paHIOMU3MPOBAHHBIX  KIMHUYECKMX  HCCIEIOBAaHMM  C
PUMEHEHUEM MeTa-aHajIn3a

2 OTnenbHbIE MCCIEIOBAHUS C KOHTPOJEM peQepeHCHBIM METOJOM WU OTAeIbHbIE
pPaHIOMU3NPOBAHHLIC KIIMHUYECKHUEC HUCCJICJOBaAHUA nu CHUCTEMATHUYECKHE O630pBI
UCCIIIOBaHUN JTI000TO M3aifHa, 32 HCKIIOYEHHUEM PaHIOMHU3MPOBAHHBIX KIMHUYECKUX
MCCJIEJIOBAaHHM, C MPUMEHEHUEM MeTa-aHalIn3a

3 HccnenoBanust 0e3 MOCIEAOBATENbHOIO KOHTPOJIS pePEepeHCHBIM METOAOM WM

HCCICOOBaHUsA C pe(i)epeHCHI)IM METOAOM, HE ABJIAIOIIMMCA HE3aBUCHMbIM  OT
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HCCIICAYEMOI'0 ME€TOAa UJIM HEPAHAOMU3HUPOBAHHBIC CPABHUTCIIBHBIC UCCIICAOBAHNA, B TOM
YHCJIC KOTOPTHBIC MCCICIOBAHUA

4 HCCpaBHI/ITeHBHHe HCCJICAOBAHNs, OIIMCAHNE KIIMHUYECKOI'O Ciliydas

a1

Hmeercs auib 000CHOBaHHE MEXaHU3Ma ,Z[GI\/JICTBI/ISI HJIM MHCHUC DKCIICPTOB

MeToabl, HCII0JIb30BAHHbIE /ISl AHAJIM3A I0KA3aTEJIbCTB:

. O030pHI OMTyOTMKOBAaHHBIX METa-aHAIU30B;

o Cucrematudeckrie 0030pbI ¢ TAOIUIIAMU JTI0KA3aTEILCTB.

Onucanue MeTO10B, HCIIOJIb30BAHHBIX /ISl AHAJIN3a I0KA3aTeJIbCTB:

[Ipu or6ope myOnuKaImil Kak MOTEHIIMATIbHBIX HCTOYHUKOB JOKa3aTEIbCTB UCIOIb30BaHHAS
B K&XXJIOM HCCIIEJOBAHUHU METOAOJIOTHS M3Yy4aeTcsl JUIsl TOro, YTOObl YOeAUThCS B €€ BaJHIAHOCTH.
Pesynbrar m3ydeHusi BiIMsSET Ha YpOBEHb J0KA3aTeNIbCTB, IPUCBAUBAEMbIN MYOJIMKAllUM, 4YTO, B
CBOIO OYEPE/Ib, BIUAET HA CUJTY BHITEKAIOLUX U3 HEE PEKOMEHJAIHI.

Ha mpouecce oreHkn, HECOMHEHHO, MOXET CKa3bIBaThCS U CYOBEKTHBHBIN (akrop. s
MUHUMU3ALUN TOTEHIIUAIBHBIX OIIUOOK Ka)/I0€ MCCIEI0BaHUE OLIEHWBAJIOCh HE3aBHCUMO, T.€. IO
MEHBIIIEW Mepe JBYMs HE3aBUCUMBIMU WieHaMu pabouell rpymnibl. Kakue-nu0o paznuuus B OLleHKaX
0o0CyXIaJIuCh BCEH TPYIIONW B MOJHOM cocTaBe. [Ipy HEBO3ZMOXHOCTH JOCTHXKEHUSI KOHCEHCYyca
MIPUBJIEKAJICS HE3aBUCUMBIHN HKCIIEPT.

Tabanubl 10Ka3aTENBCTB:

TaOnuiel JOKa3aTENbCTB 3aMOIHIIUCH YIeHaMH pabodel rpymibl.

Metoabl, HcnO/Ib30BaHHBIE 1Ji51 GOPMYJIMPOBAHUS PEKOMeEHIALMIA:

KoHcencyc akcnepTos.

Tab6auna 2. [llkana oueHKH ypoBHEH AOCTOBEpHOCTH JokazatenbcTB (Y /1) mnst meronoB
NpOPUIAKTUKH, JICUCHUS W peaduiauTanuu (mpoUiakTHUEeCKUX, JeUYeOHBIX, pPeaOuIUTAIMOHHBIX

BMEUIaTEIbCTB)

YA Pacuugposka

1 | Cucrematnueckuii 0630p PKU ¢ npumeHeHrnem Mera-aHannusa

2 Otnenpabie  PKU u cucrematmyeckue 0030pbl HUCCIENOBaHMM J00OOTO Ju3aifHa, 3a
uckmouennem PKU, ¢ mpumenennem MeTa-aHanmsa

w

HepaH)IOMI/IBI/IpOBaHHBIe CPaBHUTCJILHBIC UCCIICAOBAHNSA, B T.U. KOTOPTHBIC UCCIICAOBAHNA

4 HCCpaBHI/ITCJ'H:HBIC HCCJIICAO0BAaHNA, OIHNCAHUC KIIMHUYCCKOr'O Ciiydasd HJIIM CCPUU CIIy4dacB,
HUCCiIcaJ0BaHUs «CJ'Iy‘—I&ﬁ-KOHTpOJ'IB»

5 Nmeercss nums 00OCHOBaHME MEXaHHW3Ma JCHCTBUS BMEMIATENhCTBA (JIOKIMHUYECKUE
VICCJICTOBAHMS) MJIM MHEHHE YKCIIEPTOB
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Ta6auna 3. [lIkana oneHku ypoBHel yoeauTensHOCTH pekoMenaaruii (YYP) mis metomnoB
npopMIAKTUKH, AUATHOCTHKH, JICYEHUS U peadunuTauuu (IpoQpHuiIaKTHUECKUX, TUAarHOCTHYECKUX,

Je4eOHBIX, peaOMIUTAIIMOHHBIX BMEIIATEIIHCTB)

YYP Pacuugposka

A CunpHas pexoMmeHnauusi (Bce paccMaTpuBaemble Kputepud 3(G(HEeKTUBHOCTU
(MCXOJpI) ABISIIOTCS BaXKHBIMH, BCE HCCIEIOBAaHUS HMEIOT BBICOKOE WIIU
YIOBJIETBOPUTEIILHOE METOJOJIOTHYECKOE KaueCTBO, UX BBIBOJIbI 110 MHTEPECYIOIIUM
HCXO0JIaM SIBJISIFOTCS COTJIACOBAHHBIMU )

B VYcnoBHas pexomeHnanusi (He Bce paccMaTrpuBaeMble Kputepuu 3()(PeKTHBHOCTH
(MCXOIBI) SABJSIIOTCS BaXKHBIMU, HE BCE MCCIIEIOBAHUS HWMEIOT BBICOKOE WIIU
YIOBJIETBOPUTEIILHOE METOJOJOTUYECKOEe KAaueCTBO W/WIM HMX BBIBOJBI IO
WHTEPECYIOIINM MCX0JIaM He SIBJISIFOTCS] COTIACOBAHHBIMH )

C Cnabasi pekomenaanus (OTCYTCTBHE JOKAa3aTeJbCTB HAJICKAIEro KauecTtBa (Bce
paccMaTpuBaeMble KpUTEPUU dPPEKTUBHOCTH (MCXOJIbI) SBISIFOTCS HEBAKHBIMHU, BCE
WCCIICIOBAaHUS HMMCIOT HH3KOE METOJIOJIOTHUECKOE KAd4eCTBO M WX BBIBOABI TIO
WHTEPECYIOIIMM UCXO0JIaM HE SIBJISIFOTCS COTJIACOBAHHBIMHU )

IMopsinok 00HOBJIEHUS] KIMHUYECKUX PEeKOMEHIAlM i

MexaHnu3sm  OOHOBJIEHHS ~ KJIMHHUYECKUX  pPEKOMEHJALMHW  IMpeaycMaTpuBaeT  UX
CHUCTEMAaTHUYECKYI0 aKTyaJIH3alldi0 — HE PeXe YeM OJMH pa3 B TPU roja, a TAKKe MPU TOSIBICHUU
HOBBIX JIaHHBIX C IIO3WMIIMH JOKA3aTeIbHON MEAMIIMHBI 0 BOIPOCAM JIUATHOCTHKH, JICUYCHUS,
npoQUIaKTUKA W peabuiuTalli  KOHKPETHBIX  3a00JeBaHMid, HaTWYuH  O0OOCHOBAHHBIX

JIOTIOTHEHU/3aMeuaHuil K panee yreepka€HHbIM KP, HO He yaie 1 pa3a B 6 Mecs1ieB.
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Hpnnome}me A3. CnpaBquue MaTEpHuaJibl, BRKJIKOYasd COOTBETCTBUE NoKa3aHu
K IPUMEHEHUI0 ¥ IPOTHUBOINOKA3aHMU I, CIIOCO00B MPUMEHEHUS 1 103
JIEKAPCTBEHHBIX NMPENapaToB, HHCTPYKIUM 10 MPUMEHEHHUIO JIEKAPCTBEHHOT 0
npenapara

1. IIpukaz Munzapasconpaszsutust PO No 185 or 22.03.2006 roma «O maccoBoM
o0cIieIOBaHNHM HOBOPOXKICHHBIX JIeTeH Ha HACIIEACTBEHHBIE 3a00IeBaHI,

2. [Tpuka3 MuHucTepcTBa 3/1paBOOXpPAaHEHUs W couuanbHOro paspurus P® ot 16
armpens 2012 . N 366H "O06 yrBepxaeHuu [lopsnka okazanus rnearaTpudeckoi momomnu"

3. [TocranoBnenue IlpaButenbctBa Poccuiickoit denepanuu ot 9 ampens 2015 rona
Ne333 "O6 yrBepxknenun [IpaBun (GopMupoOBaHUS TEpPEUYHS CIEMUAIM3UPOBAHHBIX IMPOIYKTOB
J1eueOHOro MUTAHUA U NeTeH-UHBAINI0B"

4, ®denepanbHbiii 3akoH 0T 25.12.2018 Ne 489 489-03 «O BHeceHMHM W3MEHEHUH B
ctatbio 40 denepanpHoro 3akoHa "OO 00s3aTeNbHOM MEAMIIMHCKOM CcTpaxoBaHuu B Poccuiickoit
Oenepanun" n denepanbHblii 3akoH "OO OCHOBaxX OXpaHbl 3/10pOBbs rpaxkaaH B Poccuiickoii
Oepepanun" Mo BOMpocaM KIMHUYECKUX PEKOMEHIAITUN.

5. [Tpuxa3z Munzapasa Poccuu Ne 1031 ot 28.02.2019 r. «O6 yTBep)AeHUH MOPSAKA U
CPOKOB Pa3pabOTKN KIMHUYECKUX PEKOMEHAALUN, UX MEPEeCMOTpa, TUIIOBOM (POPMBI KITMHUYECKHUX
peKOMeHIaluii 1 TpeOOBaHUM K UX CTPYKTYpE, COCTaBy U HAYYHOM 0OOOCHOBAaHHOCTH BKJIFOUAEMOU B
KJIMHUYECKHE PEKOMEHIallui UHPOPMAITUN.

6. [Tpukaz MunznpaBa Poccum ot 13.10.2017 N 804 "OO6 yTBepkaeHUU
HOMEHKJIATYpbl MEAUIIUHCKUX yCIyT".

1. [Tpuxa3 MuHnucrepctBa 3apaBooxpaHeHus Poccuiickoit ®enepanuun (Munsapas
Poccun) or 20 pmexabps 2012 r. N 1183n r. MockBa "OO6 yrBepxkaeHun HomeHkiaTypsl

JOJDKHOCTEH MEMIIMHCKUX paOOTHUKOB M (papMalieBTHUYECKUX paOOTHUKOB".

50



Hpuiaoxenue A3.1 XumMuuyecKHl €OCTAaB 0€3JIaKTO3HBIX [ETCKHUX CMecei,

KOTOpbIe

MOI'yT HMCI0Jb30BaTLCA B JHETOTCPAIIMH

IPYAHBIX JeTeH ¢

rajakro3demueit (r / 100 M) (sxmouens B Pacnopskenue Ipaurenscrtea PO or 7 mexabps

2020 1. Ne 3242-p OO yTBEpKICHHU MEPEYHS CIEHUATU3UPOBAHHBIX MPOAYKTOB JIEUEOHOTO

OUTAHUSA IS eTei-urBanuaoB Ha 2021 r.)

T T KauyecTBeHHBIH XHUMHYECKHH COCTAB, I JHepreTuyeckKas
HaszBaHue cmecu Geska COCTaB YIJi€Boa0B HEHHOCTb,
Beaku | Kupsl | Yriesoasl KKaJ

Hyrpunax N3omar Cupor rioKo3sl
[Tpeumym Cosirr* COEBOTr0 OelKa 1,8 3,6 6,8 67
(cyxol npoaykr)
Hyrpunak CbIBOPOTOYHBI Cupon
[Tpemuym OeIIoK: TJIFOKO3BI,

o . 1,4 3,45 7,4 66
Be3nakTo3Hpii**** | Ka3eMHOBBIA MaJIbTOJICKCTPUH

6emok 50:50
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Ipuaoxkenue A3.2 IIpoaykTel, cojep:kamiue TrajJakTo3uabl, M Oorartbie
IJIMKONPOTEeHHAMU

T"anakTo3muabsl

- 6000BBIe (TOpOX, 600K, (hacoss, YeueBHIla, Malll, HYT) - COsI (HO HE U30JIAT COEBOTO OeyKa);
- IIIIMHAT;

- KaKao, IIOKOJIa];

- OpEXH.

' TMKOTTPOTENHBI

- ICYEHb, MOYKH, MO3TH U APYrHe CyOpPOAYKTHI;
- IEYEHOYHBIH MAIITET, IUBEpHas Konabaca;
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Ipunoxenne A3.3 IlpumMepHbIe CPOKH BBEACHUS PUKOPMA AeTAM

MmePBOro roaa KU3Hu € rajakrTo3emMueit

HpI/IMepHaH CXeMa BBCACHUS MPOAYKTOB OOJILHBIM raJlaKTO3EMHEHN TNCPBOro roga >XKM3Hu

HanmeHnoBaHue MPOAYKTOB H 6JIIOII; r, MJI

Bo3spacr, mec

4-6 7 8 9-12
OBgoiHoE mope 10—-150 150 150 150
BbesmosnoyHas kamra 10—-150 150 180 200
MsicHoe mope* 5-60 70 80 90-100
Pri6HOE mIope - - 5-30 30-60
Kenrox** - - - 1/8
®pykToBoe nrope 5-60 70 80 90-100
DPyKTOBBIH COK - - 5-60 80—100
PacTturensHOE Macio 1-3 5-7 6-10 6-10
X1ne6, cyxapu (Ipu OTCYTCTBMU B HUX MOJIOYHOM - - 5 10
COCTaBIIAIONIEH)
Ileuenne (mpu OTCYTCTBUHU MOJIOUHOH - - 5 5
COCTaBIIAIONIEH)
TBopor, ceIp
Kedup u JpyrHe HeaJanTHpOBaHHbIC

KHCJIOMOJIOYHBIC HAITUTKHU

Xne® MIIeHWYHbIH, CyXapH, Ie4eHbe W ApYyrue
xJ1e000yIIOUHbIE M3JENHs, COJepIKAIINEe MOJIOKO U
MOJIOYHBIE IPOTYKTHI

He HCHOJIb3YIOTCA

Ipumeuanue. ¥ — ¢ 6 mec, ** — He panee 10 mec.
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IIpuinoxenne A3.4 BO3: kiaccupukanysa HapvIIeHA NUIIEBOT0 CTATYCA

Hapyenne 0-5 Jer 5-19 ser
Heduur maccel Tena MT/Bo3pact HNMT/Bo3pact
JIETKOU CTEIlEHU MT/poct <-1SD no -2SD
<-1SD no -2SD
Jedbunut maccel Tena MT/Bo3pact HNMT/Bo3pact
CpeIHel cTerneHn MT/poct <-2SD no -3SD
<-2SD no -3SD
Tsoxenblit qepuuT MT/Bo3pact HNMT/Bo3pact
MAacchl TeJa MT/poct <-3SD
<-3SD
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Hpuaoxenue A3.5. PacuindgpoBka npuMedanuii

...** — mpenapaT BXOAWUT B NEpeueHb >XKM3HEHHO HEOOXOJUMBIX M BaKHEHIIMX JIEKapCTBEHHBIX
npernapatoB (Pacnopspkenue IlpaBurensctBa PD ot 12.10.2019 Ne 2406-p «OO6 yTBEep)ACHHUH
nepevHsl KM3HEHHO HEOOXOIMMBIX W BaKHEHIIMX JIEKapCTBEHHBIX mpemapaToB Ha 2020 rox, a
TaKXe IepevyHel JIEKapCTBEHHbIX MpenapaToB JUIsi MEAULIUHCKOIO MPUMEHEHUS U MUHUMAJIbHOTO
ACCOPTUMEHTA JICKapCTBEHHBIX MpEenapaToB, HEOOXOAUMBIX Ui OKa3aHUS MEIULUHCKON ITOMOIINY,

Pacniopsbxenue IIpaBurensctBa P® ot 23 Hosi6ps 2020 1. Ne 3073-p

# - nmpumenenue off-label — BHe 3aperucTpupoBaHHBIX B MHCTPYKIIUH JIEKAPCTBEHHOTO CPEICTBA
NOKa3aHUH OCYLIECTBISETCA IO pELIeHHI0 BpauyeOHOM Komuccuu, ¢ paspemieHus JlokaibHOro
9THUYECKOT0 KOMMTETa MEAMLMHCKOM opraHm3anuu (Ipu HaJUYMHU), C YCIOBHEM MOIMHMCAHHOIO
WH(GOPMHUPOBAHHOTO COTJIACHS POIUTENCH (3aKOHHOTO MPEACTAaBUTENs) W MAIMEeHTa B BO3pacTe
crapiie 15 ner;

FHEX - cHeUANM3HPOBAHHBIA MPOAYKT JIeYeOHOrO TMHTAHWSA, BKJIIOYCHHBIH B IEpEUYCHb
CHELMATU3UPOBAHHBIX TPOJIYKTOB JiedeOHOro mnuTaHus i jAeredi-uHBanuaoB  (Ilepeuens
CHEHAIM3UPOBAHHBIX MPOAYKTOB JIEYEOHOro MNUTaHUS A Aerei-uHBanuaoB Ha 2021 rog,

yTBepkAeHHbIN pacnopsbkeHueM lIpaBurenscrBa Poccuiickoit @enepaunu ot 7 nexadps 2020 r. Ne

3242-p).
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Ipuaoxenue b. Anropurmsl aeiicTBMH Bpaya

MONOMUTENLHLIA HEOHAaTaNLHLIA
CKPUHUHE UMK NAUWEHT C
NoAoO3pEHHUEM Ha ranakTo3eMU

nogreepxaatollan QuarHocTuka

KOHCYNLTaLUWua

npouneEHoro AnarHos

cneumanucTa MOATBEPXAEH
HazHa4YeHne guetToTepanuK
AMcnaHcepHoe HabnoaeHue
aHanua
AA HET
AvHaMuYecKoe aveToTepanus KIMHUHECKIX 1
HabnogeHue adhexkTMBHa nabopaTopHbIX
AaHHBIX
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Ipunoxenune b.1 AaropuTM noarBepKIa0IIel THATHOCTHKHA rajakroseMuu | Tuna

[ KOHUeHTpauusa TOTanbHOW ranakTo3bl BbilUe o*rpeanoﬁ TOYKH W

onpegenenue aktusHocTy FANTY,
yacTble MyTaumm reHa GALT

e |

\ " N
aktusHocTe TANT < 10 % [ akTueHocTs FANT 10-75 % ] axmsHoers LAILT - viop,
4acTbix MyTaUWi HeT
o \ ~/ /\ \ l J
ABe yacTble onHa vactas ) aiiitiatag oaHa yacTas (- N
MyTaLum B reHe MyTauusi B reHe AR & TR MyTauus B reHe Knaccuyeckas ranakroseMus
GALT GALT, Het 3t g ALT GALT, sapuaHT UCKIoYeHa
e o YacTbix % / Ayaprte Ko >
nonHbIvi aHanua reHa GALT
BbISABMNEHbI 2 BbifBNEHa 1
MyTauum 8 MyTauus B
rere GALT reHe GALT
nobpokayecTBeHHas

npu KoHueHTpauuu GAO Bbilue
OTPE3HOWN TOUKK - UCCEAoBaHMe
reHoB GALK u GALE

Knaccuyeckas ranakro3eMus COMOCTaBNEHUe KIMHUYECKUX U “ranaktozemus’”,
noaTeepxaeHa nabopaTopHbIX AaHHbIX ranaktosemus/[yapte,
[yapte/[lyapte, HOCUTENBLCTBO

* - HEMH(DOPMATUBHO NPU NEPENUBAHUN KOMNOHEHTOB KPOBU






Ipuiaoxkenue B. UHpopmanus i NauueHToOB

UYro Takoe rajakrozeMus’?

T'anakmo3zemua — 5TO HACIENCTBEHHOE 3a00JEBaHUE, XapaKTEPU3YIOIIHECS HapylleHHEeM
MeTaboaM3Ma TalaKTo3bl (YIJI€BOJ, OOpa3yIOIIMHCS NpU pacUICIICHMH MOJIOYHOTO caxapa —
JIAKTO3BI B KEJIYT0YHO-KUIIIEYHOM TPAKTE).

Kak gacto BcTpeuaercs 310 3a0oeBaHue?

Yacrora rajakro3eMUd IO JaHHBIM MAaccOBOro oOcCjeloBaHUS HOBOPOXAECHHBIX B Poccum
cocrapmsieT 1: 20 000, mpu 3TOM MOAaBIISIFOIIEe OONBIIMHCTBO CIy4aeB 3a00JeBaHUSI 00YCIOBICHO
myTtanusmu B reae GALT.

Kak Bpauu BBISABISAIOT, YTO peOEHOK OoeH?

C uenplo paHHEH AMAarHOCTUKM W TPOGUIAKTHKU Pa3BUTHS YKa3aHHBIX CHMIITOMOB (W/WiIH
OBICTPOTO WX KYNMUPOBAHHs) BCEM HOBOPOXKICHHBIM IIPOBOAMTCS HEOHATAJIbHBIA CKPUHUHT B
pOAUIBLHOM JIOME Ha 3-7 JieHb kU3HU. Pe3ynbTaTsl JaHHOTO 00CIEeI0BaHMs COOOLIAIOTCS POAUTEISAM
1o Te’edoHy.

Poputenu 06si3aHbl BHUMATENbHO OTHECTHUCH K MOJTYYEHHON M3 LIEHTPAa HEOHATAIbHOI'O CKPHUHHMHTA
nHbOpMAlMM W HEMEJIEHHO SBHUTHCS Ha IMPHEM K Bpady W/WIM CBA3AaTbCA C HHUM TI0
TeleQoHy Jaxe eciu y peOdeHKa OTCYTCTBYIOT KIMHMYECKHE JKHU3HEYTPOKaIOIIUe
cuMOTOMBI. PelieHnMe 0 Ha3HAYeHWHM M XapakTepe IUEeTOTepanuyd NpPUHUMaeT Bpad.
Kak mposiisiercst 3a6oneBanue?

Knunuueckne CUMNOTOMBI — KJIAaCCHYECKOM  TajlakTO3€MUM  CTPEMUTEIBHO  pPa3BUBAIOTCA Y
HOBOPOXKJIEHHOTO peOeHKa B TEYCHHE IMEPBBIX JHEH XU3HU Ha ()OHE BCKAPMIIMBAHUS TPYTHBIM
MOJIOKOM WJIM aJalTHPOBAHHOW JETCKONW MOJOYHOW cMechio. CUMITOMBI HOCST HeCHeU(pUISCKHI
XapakTep: BSUIOCTh, OTKa3 OT IpyAu (OYTBUIOYKH CO CMECHIO), CPBITMBAHMS, PBOTA IOCIE €JIbl,
KeJNTyXa, TeMOpparuyeckue BhICHIIaHNs, KPOBOU3IHUSIHUS, YBEIIMUCHHUE NTEYEHH U CEIEe3EHKH.

KakoB mpuHIUN JIeYeHUS ?

Ha3nauenue naroreHeTnuyeckoi Oe€37IaKTO3HOM/Oe3raakTO3HOM AMETOTEparuu C IMEpBBIX
THEH KU3HU peOeHKa- ompenesseT OMaronpusTHBIA MPOTHO3 TEYEHUs Tajlakro3eMuu. Juera mpu
KJIACCHUYECKOM TaJKTO3€MUHU Ha3HA4YaeTCs OKU3HEHHO.

B nHacrosimee Bpemsi nuera ¢ MaKCHMalbHO CTPOTMM HCKJIIOYEHHEM TajlakTO3bI/JIaKTO3bI -
3TO E€AMHCTBEHHBIM CIOCOO COKpPaTUTh HAKOIUJIEHHE TOKCHYHOTO KOMIIOHEHTa - TajakTo30-1-

(I)OC(I)aTa B TKaHIX IallMeHTa C KJIAaCCHYECKOM TajlaKTO3eMHEHd M TajlakTHUTOJIa Yy MNanucHTOB C



neuIUTOM TalakToKWHa3bl. [Ipu JIerkoM TeYeHHH rajxakTo3eMHH, OOYCIOBICHHON AepHUIMTOM
YA®D-D, BO3MOKHO HCIIOIB30BAaHUE HU3KOTAJaKTO3HOW IHEThl B COOTBETCTBUM C JONYCTUMBIMU
KOJIMYECTBAMU T'aJIAKTO3bI B pALIMOHE TT0/I KOHTPOJIEM €€ YPOBHS B CBIBOPOTKE KPOBH.

[Tpu coctaBneHUM Je4eOHBIX PAIMOHOB JJISl MALMEHTOB C TajJaKTO3eMHEH KOJIMYEeCTBO OCHOBHBIX
MUIIEBBIX BEIIECTB U SHEPTUU JOHKHO COOTBETCTBOBATH PEKOMEHIYEMbIM HOpMaM MoTpedieHus. B
MUTAaHUM JIETeH TEpPBOro roja >XU3HH MATEPUHCKOE MOJOKO W/WIIM JETCKUE MOJIOYHBIE CMECH
JOJKHBI OBITH 3aMEHCHBI aJIallTAPOBAHHBIMH IO COCTaBY O€3JIaKTO3HBIMU QopmynaMu. Jlis
JIeYeHHUsl MAlMeHTOB C TaJlaKTO3eMUEN MCIONb3YIOTCS CIEHaTU3UpOBAaHHbBIE CMECH Ha OCHOBE
M30JISITa COEBOTO OeJika MM BBICOKOTHAPOIU30BAaHHBIX MOJIOYHBIX OENKOB. Takyke HCIOJIb3YIOTCA
CMECH Ha OCHOBE CHHTETUYECKHMX AaMHUHOKHUCIOT M O€3JaKTO3HbIC Ka3eHHIPEIOMUHAHTHBIC
MOJIOYHBIE CMECH.

Heo0xonuMo MOMHOCTBIO MCKITIOYUTH W3 pallMOHa MalUeHTa Jo00i BHI MOJoOKa (B TOM
qHclie KEHCKOe, KOPOBbE, KO3bE, IETCKUE MOJIOYHBIE CMECH M Jp.) U BCE MOJIOUYHBIE MPOAYKTHI, a
TaKk)Ke CTPOro M30erarb YHmoTpeOJieHUs TeX MPOIYKTOB, Kyla OHHU MOTYT M00aBisAThCsA (XI1€0,
BBITICYKA, COCUCKH, KOJIOACHI, Kapameib, CJIaJI0CTH, MaprapuHbl MU T.IL.). 3alpeniacTcsl TakxKe
MCIOJIb30BaHNE HU3KOIAKTO3HBIX CMECeH M MOJIOKa.

Psan mpoaykToB pacTHTENHHOTO MPOUCXOXKACHUS COJEPKUT OJUTOCaxXapHbl - TaJaKTO3UIbI
(padpuno3y, cTaxmosy), >KHBOTHOTO MPOUCXOXKIACHUSI - TIIMKOMPOTEHUHBI, KOTOPHIE MOTYT OBITh
MOTEHIIMATBHBIMU UCTOYHUKAMU TaiakTo3bl (I'amakro3umbl: Topox, 000bI, (acosb, YeueBHIla, HYT,
HIMWHAT, KaKao, IOKoua]. [JIHMKONpOTEenHBI: MeYeHb, MOYKH, JTUBEpHasl Koilbaca), TOITOMY OHH
UCKJTIOYAIOTCS U3 MUTAHUS MAIlMeHTOB JETCKOTO BO3PACTa U OIPAaHUYMBAIOTCS B MUTAHUU B3POCIBIX
MaIUEeHTOB.

[TpukopM BBOAWTCSA B TepHOA OT 4 MECSIEB JKU3HW. B TMTaHWUM WCIHOJIB3YIOTCS TOJIBKO
0e3MONIOUHbIE  TPOAYKTHI M Omroja:  Oe3MONOYHBIE — KallkM,  KOTOphIE  Pa3BOMAT
0e31aKTO3HBIMU/0E3rallakTO3HBIMU CMECSIMH, a TaK)Ke OBOIIHOE, MSICHOE U (QpyKTOBOe miope. Bee
MOJIOYHBIE TIPOJYKTHI, BKIIIOYAs IEIHHOE KOPOBHE MOJIOKO, KHCIOMOJIOYHBIE MPOJIYKTHI, TBOPOT,
3aIpeniarTcs K UCIOJIb30BAHUIO Y MAIIMEHTOB C rajlakTO3eMHeH.

Bun mepBoro mpukopma ompenensieTcs COCTOSHHEM IKENYyJAOYHO-KHIIEYHOTO TpakTa |
HYTPUTHBHBIM CTaTycOM peOeHKa. ITO MOKET OBITh OBOIIHOE IMIOPE M3 HATYpaIbHBIX OBOIICH MIIH
TIJI0JTOOBOIIIHBIX KOHCEPBOB LISl ACTCKOTO MHUTAaHMS Oe3 M00aBJICHHS MOJIOKa (M HE MMEIONIUX B
coctaBe 0000BBIX) HJIM OE3MOJIOUHBIE Kallld HA OCHOBE KYKYPY3HOH, pUCOBOM WJIM TPEUHEBON MYKH,
JUTSL pa3BeleHUs] KOTOPhIX HEOOXOJUMO UCIOIB30BaTh Ty CIEHNUATH3UPOBAHHYIO CMECh, KOTOPYIO

nojy4yaer peOeHOK. MSCHOM MPHUKOPM BBOJAT B NMuTaHue ¢ 6 mecsueB. [IpenmyiecTBo otaaroT
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CHEIHaAIM3UPOBAHHBIM JETCKUM MSCHBIM KOHCEpPBaM IPOMBIIIJIEHHOTO BBIITYCKa, HE COIEpPKAIIUM
MOJIOKA M €T0 MPOU3BOIHBIX (KPOJIMK, IBIIICHOK, MHJEHKA U JIp.)

Uro penath mocie MOCTaHOBKH JUArHosa? [TanmeHT ¢ ranakTo3eMuel JOJKEH
HAXOJUTHCS HA TUCIIAHCEPHOM HAOIIOCHUM JJISl OCYILIECTBICHHUSI CHCTEMaTUYeCKOro HaOIIOACHUS
3a COCTOSIHHEM 3JI0pOoBbs. YacToTa KOHTPOJS COJIEPXKAHUS TalaKTO3bl B CHIBOPOTKE KPOBH
cocTaBisieT He pexe | pa3 B 3 Mecslia Ha MEpBOM TOJly JKU3HH, Jaiiee He pexe 1 pasza B rox. Ilpu
ATOM ypPOBEHb TOTAIBHOM TaJaKTO3bl HE JIOJDKEH MPEBHINIATh 4 MI/JI.

JleBouku ¢ ramakrozeMmued mocie 12 yieT AOMMKHBI MPOXOIUTH OOCIIEJOBaHHE Yy TMHEKOJora JUls
CBOEBPEMEHHOTO BBISBIICHUS HAPYIICHUN PETIPOTYKTUBHON (PYHKIIUU.

Kak 370 KocHeTcs Apyrux jereil B Hallel cemMbe?

YuuThiBasi ayTOCOMHO-PEIIECCUBHBIN THI HACJIEIOBAaHUSA, MaThb U OTEIl OOJLHOTO peOeHKa
ABIIIOTCS HOCUTEISIMH OOJIE3HU, XOTS OHU COBEPIIEHHO 3/10poBbL. [lpu Kaxmoit GepeMeHHOCTH
PUCK poIuTh OoNpHOrO pebeHKa cocTaBiseT 1 maHc u3 4, TO €CcTh JIOCTaTOYHO BBICOKHM PHUCK

HOBTOPHOTO POXKJCHUS B CEMbe OOJILHOTO peOeHKa.



IIpunoxenune I'I-I'N. IIkanabl ouneHKH, BONPOCHUMKH M [pyrvue OLEHOYHBIE
HHCTPYMEHTbl  COCTOSIHUSI  NALMEHTAa, IMPUBEJCHHbIE B  KIMHUYECKHX
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