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Cumno3suymbl «[lucnaHcepusauuva geteun
B PoccuucKkoun ®epepauuun. Hosblie anroputmbi»
M «CNIOXKHbIW NaLUEHT Ha nNpueme
Yy raCTpoO3HTEepoJiora: TabMpPUHT AUArHo30B»

Ha cumnosuymax «[AucnaHcepusailms aetern B Poccurickor deaepaimn. HoBbie anropuTMbi»
n «CJI0MHbIN NaLMeHT Ha MPUEME Y raCTPOIHTEPOI0ra: 1abupPUHT AUArHO30B», MPOLLEALLNX B paMKax
XXVI KoHrpecca neagmatpoB Poccnu ¢ MexxayHapoaHbIM y4acTUEM «AKTyaslbHble MpobsemMsl neama-
TPumn», Beaylline cneLmaanctbl 06CyanaIn MOAEPHUIALINIO CUCTEMbI AETCKUX NPOGOCMOTPOB, aKLIEH-
TMPOBAaB BHUMAaHWE Ha PaHHEHN AMArHOCTUKE PefKnx 3abosieBaHun Yepe3 BHEAPEHNE HOBbLIX asiro-
PUTMOB MPOPOCMOTPOB, MEXANCLMMIMHAPHbINA MOAX0A U MOBbILIEHNE HACTOPOXKEHHOCTU Bpayven,
a TaK»e BOrpocCkl IMarHoCTUKK 1 ied4eHns1 6one3Hn HumaHHa — lNuka tmunoB A, A/B, B.

epBbIn CcMMNO3NymM — «[JUcnaHcepusauus peteun

B Poccuiickon depepauunn. HoBble anropuTMbl» —
OTKpblla A.M.H., npodeccop HaTto [dKymGepoBHa
Bawakmapa3se c goknagom «[lposBegeHne nepumoanyecKmx
MEAULMHCKMX OCMOTPOB HECOBEPLWEHHONETHUX: HOBblE
anropuTMbl», NOCBALLEHHOM MepecMoTpy MOAXOAOB K MpPo-
dunakTnyecknm ocmoTpam aeten. B pamKax npoekTa npea-
NOXEHO BKIOYMTbL pa3oBoe onpegeneHve KpeatuHbocho-
KnHasbl (KPK) n xonectepuvHa B nepeyvyeHb 0683aTeNbHbIX
nccneagoBaHuM. AKLIEHT caeflaH Ha HU3KYl 4acToTy npod-
OCMOTPOB — Wb 27% AeTen NpoxoasdT WX perynasipHo,
HECMOTPS Ha Ba)KHOCTb PaHHEro BblBAEHUS MaTONOrUN.
MpodunnakTMYecKnin OCMOTP ONpeaeneH KaK KOMMIEKC
MEpPOnpUATUIA, HamnpaBiEHHbIX Ha PaHHIOK AWArHOCTUKY
3a60/1€BaHUI, OLLEHKY rpynn 340P0OBbS U pa3paboTKy MHAK-
BUAYyanbHbIX pPeKoMeHfauui. B cxeMy agucnaHcepusauuu
cyMmapHo BxogaT 105 ocMoTpoB cneunanuctamu (neguatp,
cTomartonor, Hesponor, JIOP, xupypr, obTanbMonor, optonea,
3HAOKPUHONON, NcuxuaTtp, yponor/ruHeKkonor), 25 UHCTPY-
MEeHTanbHbIX M TabopaTOpPHbIX UCCNEf0BaAHUNA.

[MaBHOM Lenblo AoKNaja cTano npeactaBfieHMe HOBO-
ro cnpaBOYHWKa MO BbIABJAEHMIO NALMEHTOB ¢ opdaHHbIMU
6onesHAMM B xoAe MpodunakTUYecKnx OCMOTpPOB. B Hem
noApo6GHO ONUcaHbl KNOYEBbIE MAPKEPbl HaCNeACTBEHHbIX
naToNorni, BO3pacTHble anropuTMbl OCMOTPOB C Mepey-
HEM BOMPOCOB ANs poauTenem W «KpacHbiMu dnaramu»
4NS KaXaoro cneuuanucta. Ha npumepe Mykononucaxa-
puaosza | Tuna (MMC |) 6bina NpoAeMOHCTPUPOBaHa BaX-
HOCTb MyAbTUAMCUMMNAMHAPHOIO noaxofa. 3aboneBaHue
XapaKTepusyeTcs pasHoobpasnem beHOTUNOB — OT TsKe-
NbIXx GOpPM C MopaKeHWeM LEeHTpanbHON HEpPBHOW, Ablxa-
TEeNbHOW U CEPAEYHO-COCYANCTON CUCTEM A0 6onee MArKUX
BapuaHTOB. Bpayam pexkomeHaoBaHO ob6pauwatb BHUMa-
HME Ha aHTPOMOMEeTpUYECKME MoKazaTenu (pocT, macca
Tena, OKPYXXHOCTb rofnoBbl), GOpPMYy ron0Bbl, MOparKeHue
CyCcTaBOB, renatoMeranuio, KapnaibHbli CUHAPOM, YacTble
pecnupatopHble MHOEKLMK, WYMHOE AblXaHWe, U3MEHEHHUS
ronoca, anHod, PeuMAnBUPYIOLLNE TPbIXKKW, CHUXKEHUE CAy-
Xa, MOMYTHEHWE POroBULbI, MHTENNEKTYaNbHbIN AePULMT.
Oco60e 3HayYeHe UMEIOT AaHHble NePKYCCUM U Nanbnauuu
OpPIOWHOM NOMOCTH, @ TaKKe pesynbTaTbl aXoKapanorpadum
W aneKkTpoKapanorpadum AN OLLEHKM COCTOSIHUS cephed-
Ho-cocyamcTon cuctemnl. H.[. Balwakmagse nogyepkHyna,

4yTo gaxke msarkne dopmbl MIMC | MoryT 6biTb BbISIBAEHbI
npwv TLLaTelbHOM OCMOTPE: BaXHO HabnoaaTh, Kak pebeHoK
BXOAMT B KabuHeT, 6epeT npeameThl, oueHUBaTb COCTOS-
HWe rnas, NPoBePsATb Hanuymne rpoixk. «lpodunakTuyeckue
OCMOTPbl — 3TO He TO/NbKO 0683aHHOCTb MEAULIMHCKMUX
pabOTHMKOB, HO M OTBETCTBEHHOCTb BCErO 06LeCcTBa, BK/O-
Yyaa poauTenen, 3a 340pOBbe NogpacTaloero NOKONEHUS.
3a60Ta 0 340pPOBbE HaYMHAETCHA C NPOOUNAKTUKK, U KarK-
[bl OCMOTP — 3TO BO3MOXHOCTb CNAacTW XU3Hb W YIY4LIUTb
ee KayecTBO», — 3aKJ/4una Hato Jxymb6epoBHa.
Bpay-peBmatonor pA.m.H., npodeccop Muxaun
Muxaiinosuu KocTUK BbICTYNUA C JOKNaLOM, NOCBSLWEH-
HbIM C/IOXHOCTAM paHHen auarHoctuku MIIC |. B cBoem
BbICTYMNEHUN IKCNEPT NOAYEPKHYAN, 4TO OKono 90% naum-
E€HTOB € MArkumu dopmammn 3aboneBaHns ocTatoTca Heauna-
FHOCTMPOBAHHbLIMUK, Hab4asACb Yy OPTONEA0B M HEBPOIOroB
C oWwnb6o4YHbIMK anarHodamun. Ocoboe BHUMaHWe 6blno yae-
JIEHO PEBMATOJIONMYECKUM acrneKkTam 6one3Hun: y 70% nauyu-
E€HTOB C MArkumu popmamm MIC | oTMevatoTca HapyLLeHUS
NOABUXHOCTK CycTaBoB, a y 80% — KOHTPaKTypbl, KOTOpble
4acTo NPOSIBASAOTCA 3@ roAbl 4O MOCTAHOBKM MPaBUbHOIO
AvarHosa. XapaKTepHbIMM MpU3HaKamMu BbICTynaloT Tyro-
NOABMUXHOCTb CyCTaBOB B TevyeHue BCero gHA 6e3 npwu-
3HAKOB BOCMaNeHUs, OTCYTCTBME OTBETa Ha CTaHAapTHYO
NPOTMBOBOCNANMUTENbHYIO Tepanuio, a TaKXe covyeTaHue
C MyNoOYHbIMK WM MaxoBbIMWU TPblXKaMK, MOpParKeHUem cep-
Oe4yHblx KnanaHoB. lNpodeccop M.M. KocTuk npeactaBun
KJIMHUYECKME CNyvyaun, AEMOHCTPUPYIOLLME AMAarHOCTUYECKUE
OWMOKU: 3-NE€THUN ManbyMK C KapnanbHbIM TYHHENbHbIM
CMHAPOMOM, M3Ha4yasbHO NONyYaBLWWIA fleyeHue No MnoBo-
[y 1OBEHUNBbHOrO apTputa, U 30-NeTHUI NauueHT, AMarHos3
KOTOPOMY 6blNl YCTAHOBJ/IEH TOMBKO Noc/ie o6palleHUs ero
6epeMeHHON Cynpyru B nepuHaTalibHbli LLEHTP C BONPOCOM:
«MOHO 1 Ha Y3U yBUAETb UBMEHEHUE KUCTEN KaK Y Manbl».
B noknage noapo6HO pasobpaHbl AnddepeHumnanbHo-ana-
rHOCTUYeCcKue Kputepun mexay MIC | n oBEHUIbHbIM
apTpUTOM, 0C060€ BHUMAHWE YAENEHO 3HAYEHWUID peHTre-
HOMIOrMYECKOro MccneaoBaHusl, KOTopoe MO3BONSET Bbifi-
BUTb XapaKTepHble N3MEHEHUS KOCTHOM TKaHW. OTMeYeHo,
4YTO NJeYeBble M NOKTEBbIE CyCcTaBbl SBAAOTCA Haubonee
APKUMU MapKepamu AN GUarHOCTUKK, a KapnasbHbI TyH-
HeNbHbIM CUHAPOM CYLLECTBEHHO BUSIET Ha KA4ECTBO XKU3HU
nauneHToB. SKCNEPT NPeACTaBUA NPaKTUYECKUIR anropuTM,



KaK 3anogo3putb MMC | y nauneHToB ¢ HeO6bACHUMOWM
TYronoABW}KHOCTbIO CYyCTaBOB, PEKOMeHAOBaB obpaliaTb
BHMMaHWe Ha COYeTaHWe CyCTaBHOIO CUMHApPOMa C nopa-
KEHUEM cepAeyHblX KnanaHoB, HaNMYMEM TpPbiX, 3a4epiK-
KOM pocTa unu nyb6epTaTHOro cKayka. [ogyepKkHyTa Bax-
HOCTb MEXAMUCUMMNIMHAPHOIO NOAX0Aa U HAaCTOPOXEHHOCTH
neanaTpoB B OTHOLWEHMM 3TOr0 peaxkoro 3aboneBaHMs.
«Y Kaxporo Tpetbero pebeHka ¢ MIMC | cyctaBHOM CUHAPOM
NPUBOAMT K OWKWGOYHOMY AMarHo3dy B peBMAaTonoruu, —
otmeTun npodeccop M.M. KocTuKk. — Mpu BbISBNEHUN NONK-
APTUKYNAPHOIO MOpaxeHus HeobxoAMMO aKTUBHO WCKaTb
[ONONHUTENbHbIE CUMMATOMbI, @ OrpaHUYeHne NOABUKHOCTH
CYyCTaBOB KWUCTeN aBnseTcs Haubonee cneunduyHbiM Map-
Kepom 3aboneBaHus». [loknag Bbl3Ban XWBOW MHTepec
npodeccnoHanbHOro coobliecTsa, NOAYEPKHYB Heobxoam-
MOCTb MOBbILEHNSI HACTOPOXKEHHOCTU Bpayen NepBUYHOIoO
3BeHa B OTHOLWEHWU PeaKuUx meTabonmnyeckux 3abonesa-
HWIM, MacKMpPYOLWKUXCS NOA PacnpOCTPaHEeHHy NaTonoruio.

[acTpoaHTeponor A.M.H. AHagpehn Hukonaesuy CypKkoB
BbICTYMWA C BaXHbIM JOKN1a4OM O PO/ raCTPO3HTEPONOroB
B AMcnaHcepusauun aeten, obpatuB ocob6oe BHUMaHue
Ha AMArHOCTUKY PeaKMX HacneAcTBEHHbIX 3aboneBaHui.
B cBOeM BbICTYN/aeHWM 3KCNEPT OTMETUI, YTO KOHCyNbTa-
LMS racTpoaHTeposiora He npeaycMoTpeHa B nporpamme
NPodUIaKTUHECKMX OCMOTPOB, YTO AenaeT OCOBEHHO Ba-
HOM HaCTOPOXEHHOCTb MeanaTpoB M XMPYProB B OTHOLWeE-
HUW TaKMX CUMMNTOMOB, KaK renafto- v crnaeHoMeranus,
KOTOpble MOryT yKa3blBaTb Ha HacneicTBeHHble 60ne3Hu
o6MeHa BeLecTB, KPOBK U Apyrue cepbe3Hble 3abonesa-
HusA. A.H. CypKOB npuBEN KAMHWUYECKUW Cly4yarh Masb4u-
Ka, Y KOTOPOro ¢ pPOXAEHWs oTMeyanacb renatomeranus,
a K ABYM rogam 6bina BnepBble BbiiBAeHa CnaeHOMeranms.
Mpun rocnutanusauun B deaepanbHbI LEHTP B BO3pacTe
7 net 4 Mec 6bI/10 BbISIBNEHO YBENNYEHUE NeYeHn Ha 12 cm
W ceneseHkn Ha 16 cm, conpoBoXjatolieecs TPOMO6OLMTO-
neHnen, 3Ha4yuMTeNbHbIM MOBbIWEHWEM MNeYeHO4YHbIX dep-
MEHTOB M pazBuTneM umnppo3sa (F4 no dnbpoanactomeTpum).
B xone anddepeHunanbHOM AUarHoCTUKK Bblsi UCKOYEHbI
60/1e3HU HAaKOMNEHNS TIMKOreHa, 60n1e3Hb [oWwe U B KOHeY-
HOM UTOre yCTaHOB/EH AnarHo3 6one3Hn HumaHHa — lMNuka,
TMN B, ANA KOTOPOro xapaKTepHbl renatocnjieHomeranms,
TPOMOOUMTOMEHUS, aTeporeHHbln NUNUAHBbIK Npodulb
M MYNbTUCUCTEMHBIM NPOrpPECcCUpYIOWN XapaKTep Tede-
HUA. JoKnagyuk noayvyepkHyn, y4to y 50-70% nauuneHToB
C 9TMM 3aboneBaHMeM OTMeYaloTCsl HapylweHue QyHKUUK
neYyeHu ¢ NoBbileHNEM acnapTataMuHoTpaHcdepasbl (ACT),
allaHuHamuHoTpaHchepasbl (AJIT) n 6unupybuHa, a TakKe
3afepKa pocTa U pasBuUTUSA, YTO TpebyeT 0coO60ro BHUMa-
HUS nNpu obcnefoBaHWU AeTen ¢ Nogo6HOM CUMMNTOMAaTHU-
Kown. Mpodeccop A.H. CypkoB 06paTui BHUMaHUE Ha HEOO-
XOAMMOCTb BKJIIOYEHMS FAcTPOIHTEPOSIOrOB B NporpaMmmy
avcnaHcepusaummn geten, oCO6EHHO y4uTbiBas OrpaHuyeH-
HOCTb YNbTPa3BYKOBbIX UCCNeAOBaHWUM OpraHoB OGpOWHOM
NnofIoCTU B pamKax NpodunakTMyecKmux ocMoTpoB (B 1 Mec,
6 1 15 neT), 4HTO MOXKET NPMBECTU K NO3AHEN AMArHOCTUKE
TSXKENbIX HacNeACTBEHHbIX 3a60oneBaHum.

B 3aBepwatoweM Aoknage cuMmnosvyma 3asegytoulas
Kadenpown HeBponorun BonrfrMY a.m.H., npodeccop Onbra
BuktopoBHa KypywuHa npegctaBuia BaxHble acneKTbl
y4yacTus HEBPOMOroB B AMCNaHcepu3aunn geTten, obpaTvs
0co60e BHMMaHMEe Ha AWarHOCTUKY PefKMX HacneacTBeH-
HblIX 3a6oneBaHuin. B cBOEM BbICTYMIEHUM IKCNEPT OTMe-
Tuna, 4to 3a 18 net npodunakTM4eckoro HabnwaeHus
HeBposor ocmaTpmBaeT pebeHKa Bcero 9 pas, 4Yto genaet
KaXXAbli TaKOM OCMOTP OCOGEHHO LIEHHBIM ANS BbISBNEHUS
CKpbITOn natonoruu. NMpodeccop 0.B. KypywurHa npueena
KJIMHUYECKUIN Cchlydarh ManbymMKa OT OGAM3KOPOACTBEHHOrO

6pakKa, y KOTOporo nNpu n1aHoOBOM OCMOTPE 6blfn BbISBAEHbI
XapaKTepHble NPU3HaKM MUONaTUK: KPbITOBUAHbLIE NONATKMK,
M3MEHEHME OCaHKW, YTPEHHME MbllWeYHble 60NN, CHUMKEH-
Has duM3MYecKass aKTMBHOCTb M crneunduyeckne xanobbl
Ha MOBbLIWEHHYIO YTOMISEMOCTb, YacTble NafeHUs U 3Hy-
pes3. 0coboe BHMMaHWe 6blNO yaeneHo muonaTtu4yeckomy
CMMMNTOMOKOMMIEKCY, BKOYalOLWEMY B cebs CUMMETPHY-
HYI0O MPOKCUMAsbHYIO MbIWEYHY0 €1aboCTb, MNOACHUYHbLIN
rMnepnopaos, «0CUHylo» Tanuto, cMMnToM foBepca u xapak-
TEePHblE UBMEHEHNS MUMMUKM (JIMLO MUonaTar). B xoae yray-
6neHHoro o6cnegoBaHusa y nauuveHta 6blna AUMarHoCTU-
poBaHa 6one3Hb lomne (ruMkoreHos Il TMna) — peakoe
HacnegCcTBeHHOe 3aboneBaHne ¢ HaKoMMeHMeM FUMKoreHa
B MbllWLaX, 3ano403pPeHHOE NPU PE3KO CHUIKEHHOW aKTWB-
HOCTU anbda-rnoKo3ngasbl U NOATBEPKAEHHOE MONEKy-
NApHO-reHeTnyecku. Mpodeccop noayvepKHyna, YTo Aarke
ymMepeHHoe noBblleHne KPK npu Hanuymm KAMHUYECKUX
CMMMNTOMOB TPEBYET UCKIOYEHMS 3TOrO ANarHo3a. «<bonesHb
[lomne ¢ No3gHWUM Hayvanom npejcrtaBnser cobon Hey-
KIOHHO Mporpeccupylollee coctosiHme, — otmetuna Onbra
BrvkTopoBHa. — Be3 cBOEBPEMEHHOIO NIe4eHUs NaLMeHTbI
HEN36EXHO OKa3blBaAlOTCA B MHBAIMLHOM Kpeche U MoryT
NOrM6HYTb OT AblXaTeNbHON HEAOCTATOYHOCT M.

B poknage 6blan NoApo6HO pacCMOTPeEHbl Kito4yeBble
AVMarHoCTUYEeCKMEe MapKepbl: MNPOKCMMaNnbHas Mbllley-
Has cnabocCTb (ArogM4YHble MblWUbl, NepeaHas GptowHas
CTEHKa), AblXxaTeNnbHble HapyleHus (4acTble pecnupaTop-
Hble MHPEKLMU, YTPEHHUE TON0BHble 60/M), yMepeHHoe
noBblleHWe nevyeHouyHbix pepmeHToB (AJIT, ACT) n KPK,
XapaKTepHbIE U3MEHEHUS Mpu ANTEKTPOHenpoMunorpaduu.
Mpodeccop 0.B. KypyliMHa oco60 noa4epKHyna BaXKHOCTb
HaCTOPOXEHHOCTU Bpayen MepBMYHOro 3BEHa B OTHOLIE-
HWUW PaHHUX CUMNTOMOB HEPBHO-MbILLEYHbIX 3a6oneBaHum
N HEeO6X04MMOCTb NPOBeAeHUS GEPMEHTHOM ANArHOCTUKMU
npu Nogo3peHun Ha 6onesHb [lomne, y4uTbiBas Hanuyue
naToreHeTMyeckon depmeHTo3aMeCcTUTENbHON Tepanuu,
CNOCOGHOW 3HAYUTENbHO YNYYLWUTb NPOrHO3 3a60eBaHNS.
«CBOEBpPEMEHHAs AMarHoCTMKa — 3T0 BO3MOXHOCTb n3Me-

HUTb cyabOy NaumeHTa», — 3aKka4una ceon goknag Onbra
BuKTOpOBHa.
BTtopow cumnosnym — «CnoXHbIA NauMeHT Ha npueme

y racTpoaHTeponora: n1abupuHT AMarHo30B8» — 6bla MNOCBS-
LeH BOMpocam AMarHOCTUKKU U nedveHus geduumnta Kucnom
cPUHromMmmennHasbl, M3BECTHOro Kak 60ne3Hb HumaHHa —
MNuka Tvnos A, A/B n B.

O.m.H. Aanuta AcxatoBHa KamanoBa npegcrtaBuna
YHUKaNbHbIA KIWMHUYECKMI cnydyarh 13-neTHero MasnbyuKa
¢ 60/1e3HbI0 HUMaHHa — MuKa, Tvn A/B. Joknagyvk nogpo6-
HO pasobpana 5-NeTHUM AMarHoCTUYECKUIW NYyTb NauueHTa,
HayaBlWMNCA B 3-NeTHEM BO3pacTe C BbIIBAEHUS che-
HOMEeranuMn u TPOMOBOUMTONEHUN. «ITOT Cayvyan HarnsgHo
noKasblBaeT, KaK Hecneunduyeckre CUMNTOMbl — Nepu-
oAgM4YecKne 60NM B KMBOTE, MOXOWM anneTuT, oTcTaBa-
HMe B GM3MYECKOM pa3BUTUM M YacTble PecrnupaTopHble
MHDEKLMM — MOTYT CKpbIBaTb CEPbE3HOE HacneACcTBEHHOE
3abonesaHue», — oTMmeTuna Aanuta AcxaToBHa. Ocoboe
BHUMaHWe 6blN0 yaeNneHo No3dTanHOMYy AMArHOCTUYECKOMY
NMOUCKY, BKJ/lO4aBWeMy OOGHapyXeHWe MNEeHUCTbIX KIeToK
(kneToK HumaHHa — [KMKa) B MNyHKTaTe KOCTHOro Moa3ra,
WUCKJIlOYEeHWe apyrux 6onesHen Hakonnewus (GM1 raHrnu-
03nfo3a U 60ne3Hn lowe), NpoBefeHne 3IH3UMoAMarHo-
CTUKM, BbliBUBLIEN AedULNUT KUCNION CHOUHIOMUENUHAE3bI,
MONEKYNSAPHO-reHEeTUYECKOe NOATBEPKAEHME AnarHosa
(BbIIBNIEHWE ABYX NATOr€HHbIX BapuaHToB B reHe SMPD1).
A.A. KamanoBa nogyepkHyna BaxHOCTb MeXAWCUMNIMHap-
HOro nogxoga: «ToNbKO COBMEeCTHasi paboTa racTpo3HTepPO-

PEDIATRIC PHARMACOLOGY. 2025;22(2)

NEANWATPUYECKAA ®APMAKOJIOIUA / 2025 / TOM 22 / N2 2



FROM THE UNION OF PEDIATRICIANS OF RUSSIA

WH®OPMALIUA COIO3A NEAUATPOB POCCUU

N0roB, reMaTofioroB, reHeTUKOB M HEBPOJIOrOB MO3BoOAMAA
YCTaHOBUTb NPaBUbHbIM AUArHOS3».

«JTOT cllydaw YHMKaNneH He TONbKO ANMTENbHbIM [ua-
FHOCTMYECKUM MOWMCKOM, HO W CNOXHOCTbIO onpeneneHus
KOHKpeTHOoro Tuna 3ab6oneBaHus (B wnn A/B), — panee
oTmMeTuna akenepT. — OH HarnaAHO AEMOHCTPUpPYET HEO6XO-
AMMOCTb pa3paboTKN YETKUX ANarHOCTUHECKUX alrOPUTMOB
M Ba)HOCTb CBOEBPEMEHHOIO Havyana Tepanuu». B 3aKknto-
YyeHue 6bln NpeacTaBieHbl COBPEMEHHbIE NOAXOAbI K Befe-
HWIO MauneHToB € 60ne3Hblo HumaHHa — luKa 1 nogyep-
KHYT@ Ba)XHOCTb MOBbILEHNS HACTOPOXKEHHOCTU Bpayen
NepPBMYHOIO 3BEHA B OTHOLUEHWU PEAKMX HacneaCTBEHHbIX
3a60/1eBaHUN. «3a KaxXablM HecneunPpUyecKkum CUMNTOMOM
MOXET CKPbIBATbCS ClOXKHasf AMarHOCTMYeCcKas 3arafka,
pelweHne KOTOPOM CMOCOBHO M3MEHWTb XWM3Hb MaUMeH-
Ta», — pesloMupoBana Aanunta AcxaToBHa.

Bo BTOopom poknage — «PefkuMe M He Takue pepkue
3aboneBaHUs, XapaKTepusylowuecs renatocnieHome-
ranven» — AO.M.H., npodeccop TaTbsiHa BuUKTOpOoBHa
CTpoKoBa npejacTaBuna Kioyesble acnekTbl guddepeH-
LManbHOM AMArHOCTMKM renaTocnieHomeranumu. dKenept
aKLeHTUupoBana BHUMaHWE Ha CMOXHOM KIWHWYECKOM
cnyyae, Korga nauueHt 20 neT wen K npaBuibHOMY Ana-
rHO3Yy, Ha4yaBLWeMYCSs C U30IMPOBAHHOW renatocnieHome-
ranuun. Mpodeccop T.B. CTpokoBa noapo6HO paszobpana
AMarHoCTUYECKMM anropmuT™ Npu BbiBAEHUU renaTocnne-
HOMEranauu, NogYyepKHyB HEO6XOAMMOCTb KOMMNEKCHOro
noaxoga. Oco6oe BHMMaHWe 6bIN0 yaeneHo TwarteabHOMYy
cO6opy aHaMHe3a, BKJIlo4asd cCeMenHbli aHaMHe3, 0COOeH-
HOCTM TeyeHUs 6epeMeHHOCTU U paHHEro HeoHaTaNbHO-
ro nepuoga. lNpu ¢u3MKanbHOM 06CNefOBaHUU BaXKHO
oLeHMBaTb MPOMOPLUOHANBbHOCTb TENOCNOXEHUS, LBET
KOXHbIX MOKPOBOB W Hann4ynMe BHENeYeHo4YHbIX 3HaKOB —
nasabMapHOM 3pUTEMbI, COCYAUCTbIX 3BE3L0YEK, KCaHTe-
nasm.

B noknage npeactaBneH OGLWMPHBLIM MepevyeHb 3abo-
NneBaHWi, COMPOBOXAAMLWMXCA renaTocnjieHoMeraanen:
OT 60/1e3HN BunbcoHa 1 geduunta anbda-1-aHTUTPUNCHMHA
[10 pa3nyHbIX HacneaCcTBEHHbIX 601e3Hen 0OMeHa BelLecTB.
Oco6oe BHMMaHWE yaeneHo NM30COMHbIM 60NE3HSAM HaKo-
NMIEHUS, YacToTa KOTOPbIX cocTaBaseT 1 ciaydyan Ha 7—8 Thic.
HOBOPOXAEHHbIX. Cpean HUX BblgeneHbl 60ne3Hb louwe,
60ne3Hb HUMaHHa — lWKa, 60n1e3Hb HaKonneHns adupos
xonecTtepuHa u 6onesHb llomne, rae cBoeBpeMeHHasa ava-
FHOCTMKa 0COBEHHO BakHa AN19 Havyana natoreHeTM4eCcKon
Tepanuun. Mpodeccop CTpokoBa NOAPO6GHO OCTaHOBMMACH
Ha 6one3Hn HumaHHa — lMwuka TMnoB A, A/B 1 B. 3Kcnept
noAyYepKHyna CyweCcTBEHHbIE Pas3nyuMsa Mexay Tunamu
3ab6oneBaHus: Npu TMne A oxxmaaemas NpoAOIKUTENbHOCTb
U3HW MeHee 3 feT, Toraa Kak Tvnbl B n A/B xapakTtepu-
3yloTca BapuabenbHbiM TedeHneM. [1na Bcex TUNOB Xapak-
TEPHbl renatomerannsi ¢ BO3MOXHbIM pa3Butuem dubposa
M UMppO3a, cnaeHomeranus, reMaTonorMyeckue Hapyuwe-
HWS, NOparkKeHne KOCTHOW M AblXxaTeNbHOM CUCTEM, AUCIU-
nMAeEMmUa ¢ HU3KUM ypoBHem JITBI, a TaKxe BoBJie4YeHne
cepaevyHo-coCyAnCTON U HEPBHOM CUCTEM.

«'enatocnneHomeranMa — 3TO CUMMNTOM-XaMeneoH,
KOTOPbIN MOMET MacKMpOBaTb AECATKWM PasfinyHbIX 3ab60-
neBaHuMn, — oTMeTuna TatbsiHa BuKTOpoBHa. — B 60/ib-
LUMHCTBE CNyYaeB MPaKTUKYylOLIME Bpayu He 3aaymbiBaloT-
CSl 0 PeAKux AvarHozax, CTOSIMX 3a 3TUM MPOSBIEHUEM.
O4HAKO MMEHHO MyNbTUAUCUMMIMHAPHbBIA NOAX0A U HaAcTo-
POXEHHOCTb B OTHOLWIEHWW peaKkMx 6one3Hen no3BOoNST
YCTaHOBUTb NpaBU/IbHbIN AWArHO3 U CBOEBPEMEHHO HavyaTb
neyeHuner. B 3akntoyeHune npodeccop CTpoKkoBa NOAYEPKHY-
/la BaXHOCTb AMHAMMYECKOro HabnwaeHus 3a nadoparop-
HbIMMW NOKa3aTenamMu (NenKoneHns, TPOMBOLIUTONEHUS, aHe-
MUS KaK MposiBieHWa runepcnieHn3ma) 1 HeobxoamMmocTb
nccnefoBaHUs IM30COMHbIX GEPMEHTOB MpPW NMOAO03PEHUM
Ha 60M1e3HM HaKoMNeHus.

O.m.H. EKatepuHa KOpbeBHa 3axapoBa BbiCTynuia
C 3aK/loYvalolnmM A0KIaaoM, MOCBSALIEHHbBIM COBPEMEH-
HbIM MoAxoAaM K nabopaTopHOM AuMarHocTUKe 6o0sie3Hu
HumaHHa — lMNMuka TMnos A, A/B 1 B. B cBOEM BbICTYM/IEHUU
3KcnepT Noapo6HO OCBETUNIA NATOreHeTUYECKUE MexaHu3-
Mbl 3ab6oneBaHusl, CBA3aAHHble C AeduUUUTOM depMeHTa
KUCNON cduHrommenmHasbl. [JoKnagyunk nogpobHO ocse-
TWNa KOMMNEKCHbIA NOAX0A K AMarHOCTMKe 3aboneBaHus.
«30/10TbIM CTaHAAPTOM» ANArHOCTUKM GblNIO Ha3BaHO onpe-
[leneHne aKTUBHOCTU KMCIOoM CPUHTOMUENNHa3bl C UCMNOSb-
30BaHWEM COBPEMEHHbIX TEXHOIOMMI, BKAOYAs TaHAEMHYIO
mMacc-cnektTpomeTpuio. Ocoboe BHUMaHWE ObiNO yaeneHo
BO3MOHOCTN OAHOBPEMEHHOTO UCCNIEJ0BAHNSA HECKObKMX
GEepMEHTOB, YTO 3HAYMUTENbHO ynpouwaeT agudpdepeHumanb-
HYIO AMArHOCTUKY C APYTMMU BGONE3HAMU HAKOMNEHNUS, TaKK-
MW KaK 6onesHb lowe, NMomne u mykononucaxapungo3s | tnna.

Ba)KHbIM acneKToM AoKnaja cTano ob6cCyxAaeHue 6uo-
MapKepoB 3a60/1eBaHuUs, B HaCTHOCTU IM30CHUHTOMUENNHA
n nusochbuHrommennHa-509, KoTopble He TONbKO MOMO-
ralot B anddepeHuUnanbHON AMarHOCTUKE Mexay Tuna-
MM C 1 A/B, HO ¥ MOTYT UMETb MPOrHOCTMYECKOE 3Hauye-
Hue. «Y nauuneHToB ¢ TMnamun A, A/B n B mbl Habnwogaem
KOppensauumio Mexay ypoBHEM MeTaboNIMTOB M KWHWUYe-
CKMUM PEHOTUNOM — YeM Bbllle KOHLUEHTpaumsa TM30ChOUH-
roMuenuHa, Tem Tsxenee dopma 3aboneBaHusl», — oTme-
Tuna E.FO. 3axapoBa. [loknagynKk noapo6bHO ocTaHoBMNACh
Ha MOJIEKYNSIPHO-TEHETUYECKMX OCOBEHHOCTAX 3aboneBa-
HWS, yKasaB, 4YTO y NaLMEHTOB ¢ AePULUTOM KMCNOM CPUH-
roMuenuHasbl onpegeneHne AByx NaToreHHblXx BapuaHTOB
reHa SMPD1 Heo6xoAMMO A9 NOATBEPXKAEHMA AuvarHosa.
Oco6bi MHTEPEC Bbi3Bana npeacTaB/eHHas cucTeMa CKpu-
HWUHra NauWMeHTOB MpPM MOMOLLM MNPOCMEKTUBHOro otbopa
C/ly4aeB HEACHOro reHe3a B COYETaHWM C onpefeneHHbIMU
Kogamu MKB-10. «BHeapeHne noao6HbIX Nporpamm no3sBo-
T o6ecneynTb CBOEBPEMEHHYIO AMArHOCTUKY A9 NauMeH-
TOB, OCOGEHHO Y4YMTbIBAs Hanuyuve nporpamm GecniaTHowm
[MarHoCTUKK», — B 3aKJ/ilo4eHMe noayvepKHyna ExkaTepuHa
HOpbeBHa. [oKnagunKk TaKxXe MnoAdvepKHyna, 4Tto BedeHue
perucrtpa naumeHToB € 3TUM 3aboneBaHWEM MO3BOMMUT
B 6yayllemM nmeTb 605ee WMpPOoKoe npeacraBfieHne 06 0co-
GEHHOCTSAX eCTECTBEHHOIO TeYEeHUs 3a60neBaHnUs B POCCUM-
CKOM MonynsiLuu.



