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Cumnosunym
«HepeaKue aeTu B NnpaKTUKe neauvartpa»

13 peBpana 2026 r. Ha XXVIlI KoHrpecce neanatpoB Poccun ¢ MexayHapoaHbIM y4acTUeM rpoLles
cumnosnym «Hepeakue getu B npakTuKe neguatpar. KakoBbl «KpacHble ¢nark» peaknx 60ae3Hen
M HACKOJIbKO OHU AEUCTBUTE/IbHO PEAKME? 3TN U ApYrne BakHble BONPOCh! OblIU B LIEHTPE BHUMaHMS

JOKJ1aJ4MKOB U Ccrlyluatesnier JaHHOro CUMo3nymMa.

cumMno3uyme noj npeacenatenbCcTBOM akagemuKka PAH,

3aBegyouen Kabeapon daKynbTeTCKOW neguaTpun
MHcTuTyTa maTepuHcTBa u getctea PrAOy BO PHUMY
um. H.WU. MuporoBa MwuHzsgpaBa Poccun ([Mnporosckum
YHuuBepcuteT), pykoBoautens HUW neguaTpuun mn oxpaHbl
340p0BbS AeTen HayyHo-KnnHn4eckoro LeHtpa Ne2 drbHYy
«PHUX nm. akaa. b.B. [eTpoBCKOro», rmaBHOro BHEWTATHOIO
[IeTCKOro creunannucta no npopunakTMieckon MeauuunHe
MuH3sgpaBa Poccun, npesunaenta Coto3a negnatpos Poccum
Newnbl CeiimypoBHbl HamasoBon-bapaHoBo# 1 npodec-
copa Kadeapbl dakynbTeTcKon neanatpum MHCTUTYyTa maTe-
puHcTBa U aetctBa ®rAQY BO PHUMY wm. H.U. MNuporosa
MuHzgpaBa Poccun (MMpoOroBcKUM YHUBEPCUTET), PYKO-
BoauTens otaena opdaHHbiXx 60ne3Hen U NpPodUNaKTU-
KW WHBanuamaupylowmnx zabonesaHnn HUWN neaunatpum
N oxpaHbl 3aopoBbs geter HKL, N°2 ®PrBHY «PHUX um.
akan. b.B.lMetpoBckoro A.M.H. Hato [J)KymGepoOBHbI
Bawakmapgse npuHanM yyactue Bpay-HEBPOJOr oTtaene-
HUSA [OETCKOW Henpoxupyprun MpKyTCKOM rocygapcTBeH-
HOM 061aCTHOM AETCKOM KJIMHWMYECKOW 60/bHULbI AHHA
BuktopoBHa PyapaKkoBa, 3aBejylolas ractpo3HTEpPOno-
rMYeCcKMM oTaeneHmeM Hay4yHo-uccnegoBaTeNlbCKOro Kiu-
HUYECKOr0 MHCTUTYTa NeauaTpuu U AETCKOW XMPYPruu UM.
akapg. [O.E. BenbTuileBa, BeaylWwMW Hay4HbIM COTPYAHMK
K.M.H. Tamapa AHapeeBHa CKBoOpLOBa, 3aBeylolas KOH-
CynbTaTUBHbIM oTaeneHnemMm MeanKo-reHeTUHeCcKoro LeHTpa
'BY3 MO «MOCKOBCKWI 06NacTHOM Hay4HO-UccnenoBaTeNb-
CKMM KIMHUYECKWUA MHCTUTYT uM. M.®. BnagmmupcKoro»
K.M.H., Bpay-reHeTuk lOnua lOpbeBHa KotaneBcKasn.

O.m.H. H.[l. Bawakvaase Hadana CMMMNO3UMYM C UHTe-
PaKTMBHOIO KBecTa No peakMm 3abonieBaHUsaM, NPeaoXmB
y4aCTHWKaM OTBETUTb Ha HECKOJ/IbKO BOMPOCOB.

B nepsBom pgoknage A.B. PyaakoBa npeactaBuna
KENC BbIABNEHUS NauueHTa ¢ runodpocdataszven (FOP).
[Joknagink otmeTuna, 4to PP — nporpeccupyiollee
HacneacTBeHHOe meTabonnyeckoe 3aboneBaHne, Bbi3BaH-
Hoe aednuMTOM LeloyHon pocdaTtasbl B pe3ynbraTte narto-
reHHblX BapuaHTOB B reHe ALPL. PacnpocTpaHeHHOCTb
coctaBnsieT oT 1 go 15 cnyyaes Ha 100 Tbic. YenoseK. MPP
C HayanoM B AETCKOM MK B3POCIOM BO3pacTe MOXeT OblTb
pe3ynbTaTtoM HacnegoBaHUA KaK No ayTOCOMHO-AOMMWHaHT-
HOMY, TaK U MO ayTOCOMHO-PELECCUBHOMY TUMY, MPWU 3TOM
Hab6ntofgaeTcs 3HaunTeNbHasA BapMabebHOCTb KIMHUYECKUX
NPOSIBNEHUN U TAKECTU [axe MexAy HOCUTENs MU OAHO-
ro0 WUAW HECKONbKUX FEHETUMYECKUX BapumaHTOB. CHUKeHWe
aKTUMBHOCTU LleIo4YHOM docdaTtaldbl HMKE NOIoBO3pacT-
HOM HOPMbI ABNSIETCA OCHOBHbIM JTabopaTOpPHbIM MapKepoM
3aboneBaHns. HU3Kne nokasatenu BedyT K HaKOMIEHMUIO
cy6CTpaToB: HeopraHudeckun nupodocdar MHrMbupyet
MUHEpPaNM3aLmio, ero HakonaeHMe Bbl3blBaeT HapylleHue
romeocTtasa KajbUua n docdartoB, YTO MOMKET MPUBECTU
K CUCTEMHbIM MocneacTBusaM; pocdoaTaHoONaMUH ABNSET-

Ccs BCMoOMOraTe/ibHbIM AWAarHOCTUYECKUM Mapkepom [Pd,
ero pofb B naToreHe3e A0 KOHLA He M3yyeHa, Kpome
TOro, HU3Kasa aKTUMBHOCTb WenoYyHon docdartasbl HapylaeT
TpaHCMoOpT MUPUAOKCcansa 4epes3 remartoaHuedanmyieckun
6apbep 1 BbI3bIBAET AEDULMT BUTAMMHA B6 B LUEHTpalbHON
HEPBHOW CUCTEME, YTO MOXET NOBJ/IEYb 3@ COOOM CHUMKEHNE
CUHTE3a HEMPOMEAMATOPOB, M OYEHb YACTO Y TaKUX Mauu-
€HTOB BCTpeyaloTcs Bg-3aBucHMble cyfoporu. Ha nepsbii
nnaH npu AaHHOM 3abofieBaHUM BbICTyNaeT HapylleHue
MWHEPaNM3aLUnn KOCTEeN: 3TO MHOXECTBEHHble KOCTHble
nedbopmMaumm, MblwevyHas cnabocTb, XPOHMYECKasa ycTa-
NI0OCTb, HapyweHue noxoAaku. OcTeomansauus nNpuBOAUT
K MHOXECTBEHHbIM MepesiomaM, KOTOpble M0X0 3aXKMBaloT,
W Takne AeTW BbIHYXXAEHbl AIMTENIbHO XOAWUTb C annapatamu
BHelHen duKcauun. BetpeyaeTtcs ogoHTornnodocdarasus
C natonoruen 3y6oB. Y ageTen B Bo3pacTe 40 NATU NeT Hauu-
HaloT BbiNajaTb MOJIOYHbIE 3y6bl C KOPHEM M3-3a@ HeaocTa-
TOYHOrO Pa3BMUTHSA 3yOHOIO LieMEeHTa U UMeETCS rmnonaasus
amanu. MNpu FPP TakKe nopaxKalTcs NOYKU — runepKasib-
umypus, HedpoKanbLUMHO3 U HebponuTnas. KocTHble npo-
SIBIEHUS BKJIKOYAIOT BapyCHble M BasiblrycHble aedopmMaLmm
cycTaBoB, AgedopMaLmn rpyaHOM KNETKM U KPaHMOCHUHOCTO-
3bl. MbllWeYHble NPOSIBAEHUA MOTYT 3HAYUTESIbHO OrpaHu-
YnBaTb KMU3HEAEATENbHOCTb NaLMEHTOB: OHWM Pa3BUBalOTCA
C MOTOPHOM 3aAepXKKOoM, BbICTPO YTOMASAIOTCA Npu xoabbe,
CTpemMATCH nonexartb, OTAOXHYTb, B HEKOTOPbIX Cy4asx 3To
NPUBOAUT K HEOOXOAMMOCTM MONb30BaTbCS WMHBANIWAHbLIM
Kpecnom.

[eTckas KOCTHasi TKaHb OTAMYaeTcs MHTEHCWUBHbIM
pocToM M GOpMUPOBAHMEM, YTO AeNlaeT ee 6osee ysa3BU-
MOV K MeTaboNnYyecKMM HapyleHuaMm. Kputnieckn BaxHO
YAYYWNUTb U MaAKCUManbHO HapacTUTb MUHEpPasnbHyl0 MAoT-
HOCTb KOCTWM B [J€TCKOM M MOAPOCTKOBOM BO3pacTe, YTOObI
CHU3WUTb PUCK Pa3BUTWUS OCTEOMNOPO3a B Aa/IbHENLLIEN KU3-
HW. PeHTreHonornyeckoe obcnefoBaHne UrpaeT KatoyeByto
pofib B paHHEN AMarHOCTUKE, MOHUTOPUHIE K onpeaeneHunm
TaKTUKM NeYeHNs KOCTHbIX METaboNM4yecKux 3aboneBaHni
y OeTel, No3BOASAS OLEHUTb CTPYKTYPY KOCTEW, Haauyue
nedopmalmi, 30Hbl POCTa, BbISBUTb CTPYKTYPHbIE U3MEHe-
HWS, OLLEHWUTb MJIOTHOCTb KOCTHOW TKaHW U cneumduyeckune
NPU3HaKK, XapaKTepHble AN Pas3an4yHbIX NaToNOrUN.

B nabopaTtopHOW AMArHOCTUKE OCHOBHOW KpUTEpWUn —
HU3KWI YPOBEHD LLeN0YHON docdaTasbl, Mpu 3TOM KafbLinn
n Gocdop Yalle BCero B npeaenax Hopmbl UKW MOBbLILLEHbI,
BMTamuMH D Bcerga B HOpme, @ napaTropMoH MOXET ObiTb
KaK B HOpMe, TaK M CHWxXeH. Heobxoammo ob6sa3aTenb-
HO Oo6palaTb BHUMaAHWE Ha HUXKHIOK TPaHuLYy LWENo4YHOM
pocdaTasbl. [JONONHUTENbHbIE UCCNEAO0BaHUA — MOBbI-
leHWe ypoBHS BUTaMuHa Bg (MMpuaokcanb-5-docoarta)
B N/1a3Me, NoBbllWeHWe YpoBHS docdoaTaHONaMUHa B MOYe.
[eHeTnyeckn aHanuna npu FMPD BarkeH, 0AHAKO OH MOXET
IMWb NOATBEPAWTb, HO HE YCTAHOBWTb AMArHo3: AuMarHo3



yCTaHaB/IMBAETCA Ha OCHOBaHWU XapaKTEPHOM KAUHWUYe-
CKOM KapTUHbl — HaNN4Yusa MUBMEHEHUI CKeeTa, HEBPONIOrm-
YECKMX U bIXxaTeNbHblX PACCTPOMCTB, MOBPEKAEHUS NOYEK,
3a4ePKKM POCTa U PA3BUTUSA, @ TaKKe PEHTIEHONOMMYECKNX
NPU3HaKOB, Yallie BCEro pacwmnpeHms metadusos, HepaBHO-
MEPHOCTU OCcCUdUKALMK, YHaCTKOB NPOCBETIEHNS B 30HaX
pocTa, UCTOHYEHMUS U TMMOMUHEPANU3aLIMM KOCTHON TKaHW.
MoneKynsapHo-reHeTU4eCKnit aHanms3 NPoBOAUTCS MO CyXUM
naTHaM KpoBu 1 otnpasasetcs B MIHLL um. H.IN. boykoBa.

Ha Ttepputopun Poccuickon Pepepaunn ctana pabo-
TaTb CUCTEMa MOAAEPKKM U MPUHATUSA BpayvyebHbIX pelle-
HUA — LMOPOBOM NOMOLLHMK Bpaya B BbIIBAEHWUM NaLMEH-
TOB M3 rpynn pucka MNpd n gedunumta NM30COMHON KMUCON
nunasbl (AJ1KJ1), peanu3oBaHHas B 28 pervoHax. AHHa
BuKTOpOBHa npeacTaBuna KAMHUMYECKMI clydyal nauumeHT-
KW, BbiiBNIEHHON 6narogaps aton cucteme. esoyke 10 ner.
Mama oTmedaeT, 4YTo ¥anobbl bl C Tpex neT: pebeHoK
nnoxo npubasnsn B Macce U pocTe, oTMevyanacb ytomnse-
MOCTb, Mano xoaunna. O6pawanm Ha ce6s BHUMaHME KPblio-
BWAHbIE IONATKN — MPU3HaK MbllWEeYHOM cnaboCcTH, a TaKKe
BbICTyNaloLWmi XMBOT. VI3 aHamHe3a: BNepBble LWenoyHas
docdaTasa coctaBmna 35 Ea/n npu Hopme 156-369 Ea/n,
B anpene 2025 r. — 78 Ea/n. Bnocneacteun Gbin BbISIB-
JIeH naToreHHbln BapuaHT ¢.211C>T B retepo3nroTHOM
cocTosiHMn B reHe ALPL. Ha peHTreHorpamme Kucten —
NMOHWXXEHWE KOCTHOWM MIOTHOCTWU, AWUCTalbHble MeTadu3bl
6eapeHHbIX KOCTEM U NMPOKCUManbHble MeTadu3bl roneHemn
pacliMpeHbl, MeananbHble Kpas 3a0CTPEHbl, MPUCYTCTBYIOT
NPU3HaKN MeTaboNM4eCcKon ocTeonatun. Takum obpasom,
AeBoYyKe 6bl1 noaATBEPKAEH AnarHo3 MPd ¢ y4eTom cKonmo-
Tn4yeckon gedopmaLnn NO3BOHOYHWKA, BOPOHKOOGPA3HOM
nedopmaLnun rpyaHoON KNeTkn, BapuaHTa B reHe ALPL v cTa-
OUNBbHO CHUWXXEHHOW aKTMBHOCTM LenoYyHon docdartasbl.
B 3akntoyeHne nektop otMmetuna, yto Fdd — Taxenoe
nporpeccupylollee 3abonesaHue, Tpebytoulee MOKU3HEH-
HOro HabnogeHus U nedveHus. MnageHyeckas v nepuHa-
TanbHas GopMbl 4YacTO OCTalOTCA HEAMArHOCTUPOBAHHbLIMMU,
NMOCKO/NbKY TaKWe AeTH NonagatoT B OTAENIEHUS peaHUMaL MK
C HEKYMMPOBaHHLIMKU CYAOPOramu, U He BCcerga onpeaensior
ypoBeHb BUTamMuHa Bg v docdoataHonaMmnHa B Moye. ITH
nauneHTbl HepegKo cTpafaloT MHEBMOHWSMU, acnupauu-
OHHbIMW OCNOXHEHUAMMU. [P CBOEBPEMEHHOM BbISIBAEHWUM
601e3Hb NOAAAETCA KOPPEKLIUH.

B pamKax Hay4HOM NporpamMmbl TaKxe COCTOSNCS CEK-
LUMOHHbIM aoknapg T.A. CKBOPLOBOW, NOCBALWEHHbIN «Kpac-
HbiM dnaram» OJIKJ1. Kak otmeTtuna goknagyvk, AJIK/T —
3TO nporpeccupyowee HacneacTBeHHoe 3aboneBaHue,
B OCHOBE KOTOPOro NexuT aedekT B reHe LIPA, Koaupyto-
wem GepMeHT TM30COMHYI0 KUCYI0 nnasy, YTo NpuBoanT
K HaKonfieHuto apupoB XonecTepuHa W TPUMIULEPUAOB
B pasfiMyHblX OpraHax v TKaHax. 3aboneBaHue npeacras-
ngeT cobon crnekTp ¢eHoTUnoB — OT OBbiCTponporpec-
cupylowen mnageHdyeckon dopmbl (6one3Hb BonbmaHa)
0O TSXenblXx BapuaHTOB 60/e3HM HaKonneHus abupos
xonectepuHa. Tamapa AHApeeBHa aKLUeHTMpoBana BHMU-
MaHuWe Ha TOM, 4YTO KAl4yeBas npobnema [AWarHOCTUKM
3aKftoYaeTcs B AIMTENbHOW MapLpyTM3auMu NauneHToB:
B NPpMBEAEHHOM K/MHMYECKOM ciy4yae MOCTaHOBKa [Aua-
rHo3a 3aHana 2,5 roga, npu 3aToM NauuMeHT Habnwgan-
Csl C renatocnfieHoMeranmMen, U3MeHeHUIMU NEeYEHOUHbIX
depMeHTOB M AnMNMAHOro npodwuasd, HO nepBoHayansbHO
nony4Ynn Tepanuio ypcoae30KCUMX0IEBOM KUCIOTON B paM-
Kax AuarHosa guchyHKUMK BUAMAPHOro TpaKTa.

Bpayam nepBMYHOro 3B€Ha Ba*KHO He OLleHMBaTb Kax-
Obl CUMNTOM M30/IMPOBAHHO, @ ONpeaensaTb O6WMIH CUM-
nTomokomnnekc. «KpacHoiMn dnaramm» OJIKJ1 aBnaioTcs
renatomeranus, cnieHomMeranus, CUHAPOM LuTonusa, uame-

HEHMA NMNUAHOTO NPOdUAS, a TaKKe 3aJepyKa pocTa,
neduumT Maccol Tena, CUHAPOM ManbabcopbLmm U aHeMUS.
3aboneBaHne nMeeT ayTOCOMHO-PELIECCUBHbIN TUM Hacne-
[loBaHus, BbiSBNeHo G6onee 100 myTauuin, camas yacTtas
13 KoTopbix — E8SJM (c.894G>A) — BCTpeYaeTcs NpaKkTu-
yeckun B 60% cnydyaeB. Y nauneHTos ¢ AJIKJ1 B 90% cnyyaes
HabnoaalTca ANCAUNUAEMUSA U NOBbILLEHWE YPOBHSA acnap-
TaTaMunHoTpaHcdepasbl (ACT) U anaHMHaMUHOTpPaHcdpepa-
3bl (AJIT). AnarHoCTUY4ECKUIM anropuTtMm, NpeacTaBiEeHHbIN
B [loKnajge, npeanonaraet 6a3oBoe onpeaenexvune AT, ACT
N X0necTepuHa, npu BbIIBNEHUU NBMEHEHUIN — N3MepPeHne
AKTUBHOCTM JIM30COMHOM KKUCNOW Nvnasbl, a B clyvyae ee
CHWXXEHUS — MOJIEKYNSIPHO-TEHETMYECKOE UCCNIeJOBaHME.

Oco6oe BHMMaHWe 6biN0 yaeneHo AndbdepeHumanb-
HOM amarHoctuke AJIKJ/1, 3a6oneBaHue 4acTo MacKuUpyeT-
csl noa 6onee pacrnpocTpaHeHHble AMAarHo3bl, Hanpumep,
KPUNTOrEHHbIW renaTuT, rmnepxonectupeHemMus. Joknagimk
NoAYEPKHYNa, 4TO €ciu Npu NepBUMYHOM 06CNeaoBaHUK
He Oo6GHapy)KeHbl MapKepbl BWUPYCHbIX renaTtuToB, He che-
[lyeT MHOrOKpaTHO MOBTOPSATb WX onpefeneHne — Heob-
XOAMMO ABMraTbCs Aaiblue B MOUCKE peaKor naTonorunu.
Mpexae Bcero ncknto4vatb AJIKJT pekomeHayeTcs y nauueH-
TOB C KPUNTOrE€HHbIM renaTtuToM, KpUNToreHHbiM pruépo3om
WU UMPPO30OM MeYeHKn, HeaNKoronbHOM KMUPOBOW 60/1€3HbIO
NneYyeHn M HeasKoronbHbIM cTeaTorenaTtMtoM, metabonuye-
CKUM CUHAPOMOM, a TaK¥Xe C CEMENHOM KOMOUHUPOBAHHOM
runepaMnuaeMmnen n ceMenMHOM reTepo3nroTHOM runepxorie-
CTEPUHEMUEN.

[JoKnagynKk o6paTniia BHUMaHWE ayauTOpMM Ha U3MEHe-
HWS B HOPMaTMBHOW 6a3e: corniacHo npuKkasy o6 yTBepKae-
HWUUW NOPsSiAKa NPOXOXAEHUS HECOBEPLLUEHHONETHUMM NPODU-
NIaKTMYECKUX O0CcMOTPOB (anpenb 2025 T.), ynbTpa3ByKoBoe
nccneaoBaHuWe opraHoB GPHOWHOM MOMOCTM MPOBOAMUTCA
B 1 mec, 6 net n 15 net. Kpome TOro, ogHUM U3 HOKYCcOB
noknaga ctan lMpukas M3 PO N2 211H oT 14.04.2025,
KOTOpPbIA YTOYHSAET Noaxod K MpoduNaKTUYECKUM Meau-
LMHCKUM OocMOTpaM y aeten, GOKYyC BHUMaHUA Gbl1 Ha Npo-
BeJleHMe CKPUHUHIa YPOBHS X0NecTepuHa B rpynnax pucKka
B Bo3pacte 6 u 10 net, dopMUPyEMbIX Ha OCHOBAHWUMU
aHaMHe3a, KJIMHWYECKUX AaHHbIX U AOMNOJIHUTENbHbIX METO-
foB o6cnenoBaHusa. BarKHbIM HOBOBBEAEHUEM ABNSETCHA
paclmnpeHune KIMHUYEeCKOM HAaCTOPOXKEHHOCTM B OTHOLIEHWUK
HacNeACTBEHHbIX M OpdaHHbIX MPUYUH TUNEPAUNUAEMUMU,
BK/t0OYas 3a60sieBaHNUS C MOpPaXKeHNem nevyeHu, B HaCTHOCTH
OJIKN. TpeactaBneHHble KpUTEPUM MO3BONSIOT CBOEBpE-
MEHHO BblAeNNTb NAaLMEHTOB rpynnbl PUCKa M HaNpaBUTb UX
Ha yrny6neHHyto AnarHocTuky. Takum o6pa3om, peanmsanms
npUKasa He TONbKO ONTUMWU3UPYET CKPUHWHT, HO WM MOBbI-
LaeT BePOATHOCTb paHHero BbiaBneHua OJIKJ1, 4To Kputu-
YECKM BaXKHO 415 ynydlleHUsl NporHo3a 1 npeaoTBpalleHms
nporpeccupoBaHns NoparKeHMUs NevyeHu M cepaevyHo-cocy-
ANCTOM cucTeMbl. B ¢BSI3M ¢ 3TUM 0C060€ 3Ha4YeHne Npuoo-
peTaeT KayecTBEHHO COOGpPaHHbIM HACNEeACTBEHHbIA aHaM-
HE3 — paHHWEe MIafeHYecKMe CMEepTH, paHHWe CMepTH
B3pochbix B Bo3pacTe 30-50 net no HeycTaHOBEHHbLIM
npUYnHaM, cllydaun LUMppo3a NevyeHu y MonoablX POACTBEH-
HWKOB. [pynny puMCKa COCTaBAAT MaUMEHTbl C renarto-
cnneHomeranuen, nobiweHnem ACT u AJIT, n3ameHeHnem
nMnuaHoro obMeHa, a TaKXe C 3a[eprKKon (GpU3U4ecKoro
pasBUTUS.

Knto4yeBbIM MNOCLIIOM [JOKNaAa cTano 060CHOBaHWE paH-
HEeN AMarHOCTMKMK: YEM paHblue YCTaHOBJMIEH AMArHO3, TEM
paHblle BO3MOXHO Havano MnaTOreHeTUYEeCKOW Tepanuu,
41O obecneymBaeT NPOOUNAKTUKY OCIOKHEHWUN, BbICOKOE
KayeCcTBO XW3HWU W GnaronpuaTHbIM NPorHos. B 3aBep-
leHne 6bln NpeacTaBNeH KIMHUYECKUW ciyvyan nauueHTa
NATH NeT, KOTOPbIKN Habaaancs ¢ NnepuoanyecKkrummn 6o0n19mMu
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B KMBOTE M HEYCTOMYMBLIM CTY/IOM, renaTocniieHoMeranmen
M U3MEHEHWEM MevyeHOYHbIX GepMEeHTOB, OAHAKO AMarHo3
OJIKJ1 6bin BepudULMpoBaH ToNbKo Yepe3 2,5 roaa, Korga
y naumeHTa yxe chopmupoBanca ¢népo3 nevyeHun. Ha poHe
CBOEBPEMEHHO Ha3Ha4YeHHONW GepMeHTO3aMeCTUTENbHOM
Tepanuu 6bInM JOCTUIHYTbI NPEKpacHble pesynbTaTbl: CHU-
EHMEe U HOpManu3aLuns neyeHouHblx GEePMEHTOB, a TaKXKe
cTabunnzaumsa iMnugHoro npobuns.

BbicTynnexue H0.H0. Kotanesckon «Q85.0 B KapTe nauu-
€HTa: MapLlwpyTM3auus n anroputMm 4eNCTBUM» 6bIN0 NOCBA-
WEeHO aKTyalbHblM BOMPOCaM AMArHOCTUKK, HabMOAeHMs
W Tepanuu nauueHToB C Henpodmbpomatolom 1-ro Tuna
(H®1) Ha npumepe onbiTa paboTbl B MOCKOBCKOM 061aCTy.
HOnua KOpbeBHa oTmMeTUNa, YTo HernpodbmubpomaTtos, Gyayun
dopmanbHO opdaHHbIM 3aboneBaHMeM, ABASETCA O4HUM
M3 caMblX PacnpoOCTPaHEHHbIX CPean ONyXofneBbIX CUHAPO-
mMoB. 3aboneBaHune HacneayeTcs No ayTOCOMHO-AOMUHAHT-
HOMY TUMY W Bbi3blBaeTCs NaTOreHHbIMW BapMaHTamMu B reHe
NF1. KnioyeBasi ocobeHHocTb HP1 — nporpeccupoBaHue
B TE€YEHME BCEW KM3HU, YTO CO3JaeT C/OXKHOCTHU AN Ana-
FHOCTUKM: NauMeHTbl MOryT Habo4aTbCs y PasHbIX CheLum-
anucToB B pa3HOM BO3pacTe, U Ha MOMEHT MEPBUYHOrO
0CMOTpa Yy Bpaya 4YacTo OTCYTCTBYET MOHas KAMHWYecKas
KapTuHa. CnMKkep nogyYepKHyna, 4To B paHHeM ETCKOM BO3-
pacTe KnacCuyecKue MOLKOXKHble HEMPOPUOPOMbI MOryT
OTCYTCTBOBATb, OAHAKO YKe Torga BO3MOXHO pa3BuTHUE
TSXKENbIX OCMOKHEHUN, TaKMX KaK nneKcubopMHble HENPO-
dunbpombl. HeM mnaguwe pebeHOK, TEM HEMOHATHee Kiu-
HMYecKasi KapTuHa, W raBHas 3ajadya — He MNponyCcTUTb
OCNOXHEHWS, KOTOPblE MOTYT PacTu CTPEMUTENLHO U Tpeby-
toT oco6oro noaxofa. OTaeNbHY0 CNOXKHOCTbL NpeacTaBaseT
MapLpyTM3aumMsa nauuMeHToB, 1 B CBOEM [OKNafe aKcnepT
noApo6HO ocTaHoBMNACh Ha HEOBXOANMMOCTHU MYALTUANCLK-
NAMHaAPHOro NOAX0Aa U MPEEMCTBEHHOCTU MEXAY neamaTpa-
MU, HEBPONOraMu, reHeTUKaMM 1 OHKoNoramu. Jns oLeHKu
3PPEKTUBHOCTH CYLLECTBYIOWEN CUCTEMDBI YYeTa 6blS1o NMpo-
BeJeHO nuccnegoBaHune Ha 6ase MI'L, MocKoBCKoOM 061acTu.
CneuunannucTbl NpoaHann3nMpoBain KapTOTEKY MNauMeHToB
no 18 net ¢ nopo3peHnem Ha HPL1. B xone paboTbl 6biin
BblSIBfIEHbl 6 NALMEHTOB C CUMMTOMATUYECKMMHU, Heonepa-
6€eNbHbIMU NNEKCUPOPMHLIMU Henpodubpomamu. locne
KOHCyNbTauMK AuarHo3 Obll MOATBEPHKAEH, U 3TU [EeTH
CcTanun npeTeHAeHTaMu Ha MnonyvyeHue TapreTHoM Tepanuu.
B peaynbrate npoBefeHHoOn paboTbl NeEPeCMOTPENN NMOLXOA
K YY4ETY NaLUMEHTOB, YAYYLWHUAN MOHUTOPUHT, a TaKXe Hana-
annn adbeKTMBHOE B3aUMOAENCTBME C BpayaMMU-HEBPO-
noramm B peruvoHe. Ocob6oe BHMMaHve B fJoKnage 6bino
yAeneHo COBpeEMEHHbIM MeTofaM fieyeHus. s naumeHToB
C MNeKcUPopMHbIMU HenpobmnbpomMamu cylecTByeT BO3-
MOXHOCTb MEAMKaMEHTO3HOM Tepanuu C NOMOLLbI0 Mpe-
napata Kocenyro — nepopasbHOro BbICOKOCENEKTUBHOIO
nHrnéutopa MEK, KoTopbI oOcTaHaBInBaeT npoandepaLmio
M POCT KNEeToK Henpodubpom. [uHamuKa obecrneyeHus
Tepanuen nokasbliBaeT 3Ha4YNTENbHbIA pocT: ¢ 2022 T., Kor-
[la ne4yeHne Ha4vanu nonyyatb 6 geten, K 2025 r. Tepanuto
y)e nonyyator 25 geter u 3 B3poCabIX NnauueHTta. Honus
lOpbeBHa npuBena HECKONbKO MOKal3aTelbHblX KAWHMYe-
CKMX NPUMEPOB, AEMOHCTPUPYIOWMX BaXKHOCTb NPOAKTUB-
HOW No3u1LMK Bpayewn. B o4fHOM U3 cny4aeB AeBOYKa C BPOX-
OEHHOW rNnayKoMon W NAeKCcUPopMHOW Henpodrubpomon
nMua, HECMOTPSA Ha TSXKeNnbll aHaMHe3 U MHOroKpaTHble
onepauuu, He Habnganack HX Y reHeTUKa, HU y HeBposora
B PervoHe, a ee Mama He 3Hana 0 BO3MOXKHOCTSX Tepanuu.
Mocne BbISIBNEHUS B XOA4€ aKTMBHOIO NOMCKa U NPOBEAEHMS
reHeTM4YEeCKON [OMarHOCTMKM MauMeHTKa Hadvana nosnydvaTb
neyeHue. [ipyron npumep — naumeHTKa ¢ nJIeKcuPpopmMHOM
HeMpodUBpPoOMOoK, 3aHMMaloLWen 0BLWUPHYI0 06/1aCTb CNUHbI,

c nedopmaumen rpyaHoro otaena no3BOHOYHWKA: AMArHO3
H®1 6bin noaTBepaeH B 3 rofa, olHAKO B AMarHose
[I0/Ir0e Bpems OTCYyTCTBOBANO yKa3aHWe Ha nnekcudopm-
HYIO HEMPODUBPOMY, HTO KPUTMYECKU Ba*KHO A5 BblboOpa
Tepanuu. TaKkxe 6blna npeactaBfieHa UCTOPUS B3POC/ON
NaUUEHTKU-CTYAEHTKN C HeonepabeibHOM HeMpodUBPOMONn
KWCTK, Y KOTOpOW Gnarogapsa Tepanuu CMOrM OCTaHOBUTb
nporpeccupoBaHne 3ab6oneBaHus.

B xoae nHTepakTMBHOM Yacth aoknaga H0.H0. KotaneBckas
npoBefla MUHU-OMPOC, BbIAENVUB KOYEBbIE AMArHOCTUYE-
CKMEe MapKepbl: AMarHOCTUYECKW 3HAYMMOE KOSMYECTBO
naTeH uBeTa «kode ¢ mMonokom» npn HP1L — 6 un 6onee,
NaTOrHOMOHMYHbIM NPU3HAKOM SIBMISIOTCS BECHYLLKMW B NOA-
MbILLEYHbIX M NaxoBblx 061acTAX, a NpeAcKasaTb UHANBUAY-
aNnbHoOe TeyeHne 3aboneBaHnss HEBO3MOXHO. [loaBoOASA UTOT,
[IOKNTald4MK NOJYEPKHYNa, YTO OCHOBA NOMOLLM NauMeHTaMm
C peaKMmu 3a601eBaHUAMU — 3TO «TPWU KUTa»: MySbTUAMKC-
UMNMHAPHOCTb, KONNErmanbHOCTb M MPEeMCTBEHHOCTb.
[MpoBeaeHne WKON M ceMWHAPOB N8 Bpadvyen nepBUYHO-
ro 3BeHa y)e [JaeT pe3ynbraTthl: 6naroaaps NOBbILLEHUIO
0CBE/OM/IEHHOCTHM CMELMANUCTOB AETU HAYMHAIOT NoSyyYaTb
cneumnann3vpoBaHHyO0 NOMOLLb B cpeaHeM 4yepes noaroaa
nocsnie nNosiBNeHMA nepBbix cuMnToMoB. CoBMecTHas pabo-
Ta C HeBponoramu NO3BONSET Aep)KaTb BCEX MaLMEHTOB
B GOKyCe U He TepaTb UX U3 BUAY.

C 3aBepliaowum coobluieHnem — «Hepeakune curHa-
Nbl B KapTe nauueHTa» — BbicTynuna J1.C. HamasoBa-
bapaHoBa. OHa aKueHTMpoBana BHWUMaHMe Ha maclTabe
npo6nemMbl: ecnuM BCcex NauMeHTOB C PeaKMMKU 60ne3HaMu
cobpaTtb B OAHOM MECTe, UX YUC/IEHHOCTb COCTABUT OKOJIO
350 MNIH 4YenoBeK, YTO conocTaBnumo ¢ HaceneHvem CLUA,
npuyem MNPUMEPHO MOSIOBUHA M3 HUX OyayT aetn. Okono
30% TaKkux NauMeHTOB He [0XKMBAIOT JaXKe [0 NATUNETHEro
BO3pacTa, 4YTO AeNaeT KPUTUYECKM BaXKHbIM KOMMJIEKC Mep,
BK/IOYAOWMIA CKPUHWHT, PAHHIOK AMArHOCTUKY, Npodunakx-
TUKY M NONHOLEHHYIO Tepanuio. Jlenna CeimypoBHa npusena
KIMHUYECKWUI NpuUMep, AEMOHCTPUPYIOLLMIA TUMUYHbBIE CIOXK-
HOCTM MapWpyTU3aLnn NauneHToB ¢ opdaHHbIMKM NaTono-
rMaMu. Yxe K natv rogam y pebeHka cTanu nposiBNSTbCS
TPEBOXHbIE MPU3HAKK: Kanobbl Ha 6011 B MBOTE U N306bl-
TOYHas Macca Tena. B Bocemb neT B aHa/M3e KPOBU BbISIBU-
/Y NOBbILEHWE TPAaHCAMMHA3 1 IMNKUI0B, OJIHAKO TPAKTOBKa
M3MeHeHU 6blna cneunduyeckon — ycTaHOBUIW AMArHo3
«XPOHMYECKUI KPUNTOreHHbIn renatum. K 12 rogam y naum-
€HTa y)Ke NosBUINCH NPU3HaAKK GUOPO3a U 04EBUAHbBIE CUM-
NTOMbl 60/1€3HU HAKOMNIEHNS, @ NOATBEPKAEHHbIN ANarHo3
Obln nony4yeH Tonbko B 13 neT. o gaHHbIM yNbTPa3BYKOBO-
ro uccnegoBaHUa OTMedvasMCb renato- W crnaeHoOMeranus.
KnioyeBasi npo6aemMa, Nog4yepKHyTas aKcnepToMm, 3ak/oya-
eTca B TOM, YTO HayaTasa Ha 3TOM aTane Tepanus aacT 3Ha-
YUTENBHO MEeHbLUMI 3DEKT NO CPAaBHEHUIO C TEM, KOTOPbIM
MOr 6bl 6bITb AOCTUTHYT MpPU Havyane fieyeHnss B NATUNET-
HeM BoO3pacTe nauueHTa. [leprMoa oT nepBbiX NPOSABNEHNUNH
10 BEPMOULUMPOBAHHOIO JMarHo3a CocTaBua AONTME CEMb
JIET, 4TO COBEPLUEHHO HEAOMYCTUMO.

CnuKkep oOTMEeTMNa, 4YTO aHanM3 3NIEKTPOHHbIX KapT
M MOWCK XapaKTepHbIX NPU3HAKOB 3a60neBaHU aBNseTcs
XOPOLIWUM MHCTPYMEHTOM ANS BbIABAEHUSA FPYNN pUCKa, Noj-
TBEPKAEHUS WM OMNPOBEPKEHUS npeanonaraemMoro Ava-
rHo3a. [Ans 06paboTKM 60JIbLLINX MACCMBOB JaHHbIX KpanHe
HEeo6X0AUM UCKYCCTBEHHbIM MHTeNNeKT. OaHaKo Ana neauva-
TPOB, Y4MTbIBAsi OrpaHM4YeHHoe BpeMs amBynaTtopHOro npu-
ema, OCHOBoOrosaratmuiee 3HadyeHMe COXPaHSAT KayecTBO
ocMoTpa, rnybokas paboTta ¢ MauueHTOM WM 3HaHWe KIto-
4YeBbIX KIIMHUYECKMX MOMEHTOB. B crnpaBoOYHMKE MO BbISIB-
JIEHWIO PeAKUX NauMeHToB ¢ opdaHHbIMW 3ab6oneBaHUaIMHU
B xoAe NpodunakTUYeCKMX OCMOTPOB COAep}KaTcs «Kpac-



Hble dnarun», nosponsiowme ObICTPO 3anofo3pUTL AeTen
M3 rpynnbl pucKa.

MNoBbiweHne 3dPEeKTUBHOCTU MPOBEAEHUS CKPUHUHIA
BO3MOXHO C MOMOLLbIO COBPEMEHHbIX MUHPOPMALMOHHbIX TEX-
Honorun. HaunHas ¢ 2000-x IT. B iMTepaType akTUBHO 006CYK-
naetcs ab6pesunatypa CIMNBP — cuctema noaaepxKku npu-
HATUA BpayebHbIX pelleHni. Pedb naeT o cutyaumsx, Korga
B 9/1EKTPOHHOM UCTOPUKN 6ONE3HM aBTOMATUYECKN BO3HUKAET
nofckasKka, obpallatolias BHUMaHMe Bpadya Ha KOHKPETHO-
ro nauueHta. 3To NO3BOMSET YAYYLIMTb MOWUCK MNaLUEHTOB
C BbICOKMM PUCKOM Yepes cneuunanbHble METKU U MapKepbl.

B HacToswee Bpems Befetcs paboTa no npuee-
YEeHUID K 3TON AesdATenbHOCTM 28 perMoHoB PoccUICKON
depepaunn c uenbto 3GGEKTUBHOIO BbIIBNEHUSA NALMEHTOB
¢ aByms Hosonornamu — OJIKJT n TP, MHMUMUMpPOBaHHbIN
Colo3om negunatpoB Poccuu B COApyKecTBe C KOMMNaHuen
«AcTpa3eHeKa» NPOeKT NO3BONSET CBOEBPEMEHHO BbIsIB-
NATb 3T 3a60neBaHnsa AN CHUXKEHWUS PUCKOB WHBaNWAu-
3auuun. PaspblB Mexay NosiBiEHUEM MNePBbIX NPU3HAKOB
W HavyanoM Tepanuu, KOTOPbIM B NPUBEAEHHOM Mpumepe
CoCTaBWA rogbl, HEO6X0AUMMO COKpalLaTh. Llenb npoekta —
NnoBbIWEHNE OCBEAOMIEHHOCTM Bpayen o AByX 3aboneBa-
HUSX, YNyYllEeHWe AMarHOCTUKM U YPOBHS OKa3aHWs Meau-
LMHCKOW MNOMOLWM TakKMM naluMeHTaM, CHUMKEHUE pUCKa
WHBaNUAN3aLUKU, BHEAPEHUE PErynsapHbIX OLEHOK YPOBHS
KOHTpONs 1 GaKTopoB NporpeccupoBaHuns 601e3HU, a TaK-
e nogaeprkaHue ctpaternn LmdpoBmM3anmm U nepcoHanu-
3aumMK, 4TO B COBOKYMHOCTM MOBbLICUT Ka4eCTBO MEAULIMH-
CKOM NOMOLM NaumMeHTam ¢ peaknumun 6onesHamu. MMeHHo
no3aHAA AMarHoCTUKa M, Kak cineacTBue, No3gHee Havyano
neyeHns peaknx 3aboneBaHU MNOATONKHYAM K CO34aHUI0
JaHHOro npoekTa. MexaHnam ero paboTbl OCHOBaH Ha CO3-
[aHWK peructpa B permoHax — yyYyaCcTHWMKax MUIOTHOMO
npoeKkTa. Pernctp akTyanusumpyeT uHbOpMaLMUIO B exe-

OHEBHOM pexume. [N BKAOYEHUS NauuMeHTa B perucrp
LO/MKHbI ObITb COBNOAEHbI ONpeaeNneHHble YyCI0BUSA: BO3-
pacT Ao 19 net M n3MeHeHns nabopaTopHbIX MOKa3aTenen
3a nepuog He no3gHee 12 mec. Ecnu y nauneHTa BbiIBEH
OAMH MK 6osiee NPU3HaK, xapakTepHble AN 3ab6oneBaHus,
OLleHMBaeTCs aKTUBHOCTL LWeno4yHon docdaTtasbl, U B Cy-
Yyae ee CHWXXeHMs nauMeHT HanpasaseTcs Ha goobcneno-
BaHue u OHK-gnarHocTuKy. Kputeprvem Takke saBnseTtcs
HannMune AByx GMoxnummyeckux nokasatenen (AJIT u ACT)
3a nocnegHve 12 mec. Anroputm AenNCTBUI Bpaya NpocCT:
ecnv cpabaTbiBaeT CUrHaNbHas MeTKa UK KapTa nonajaeTt
B PErncTp mapkepoB opdaHHbIx 6onesHen (PP n AJIK),
nauMeHTa Bbl3blBalOT Ha AOMNONHUTENbHYIO KOHCYNbTaLMIo
n o6cneaoBaHue, Bkatodaa AHK-guarHocTmky.

MUNOTHBLIM NpPOeKT cTaptoBan B 2025 1. M B Hero
OblI0 BKJIIOYEHO TOMBKO 5 PEernoHoB, yXKe MoayyYeHbl nep-
Bble pe3ynbraTthl. BoisiBneHbl 3761 4enoBeK ¢ N0Ao03peHneM
Ha PP n 290 yenoBek ¢ nogo3peHnem Ha AJKJI. U3 Hux
yrny6neHHoe o6cnegosanue npownn 823 naumeHTa ¢ nogo-
3peHneM Ha FdP n 72 — ¢ nopgo3pernem Ha AJIKIL. Y Tpoux
geten 6bln noaTBepaeH avarHos d@. 31n pesynbrathbl
AEMOHCTPUPYIOT CMNOCOBGHOCTb CUCTEMbI BbISBAATH paHee
nponyLeHHbIe CNy4yaun 1 COKpalwaTb BpeEMS 4O HavYana neye-
HUS ANa NauneHTOB.

MoaBoas wutor, Jlenna CelMypoBHa nNOAYEPKHYNA,
YTO UHTENNEKT Bpaya OCTaeTCs KYeBbIM 3BEHOM AMarHo-
CTMYECKOro NpoLecca, a UCKYCCTBEHHbIN MHTENNEKT — 3TO
BCEr0 NULWb MHCTPYMEHT, HO MX COIO3 CEroAHs CTaHOBUTCSH
3a/0roM paHHEeN AMarHOCTUKM 3aBTpa. MCKYCCTBEHHbIN
WHTENNEKT HeobXxoauM [Ans aHanu3a 60/blMX MacCUMBOB
[aHHbIX, OAHAKO TPEeHWpPOoBaTb COOGCTBEHHBIM MO3I, MO CNO-
BaM 3KcCMepTa, KpawHe BaHO, BeAb AOJI0 XXWBYT YMHble
NIIOAN, U €CNN Mbl CTPEMUMCS K AONTON Y 340POBON XKMU3HM,
Mbl JOSIKHbI MOCTOSIHHO Pa3BMBaTb CBOM MHTENNEKT.
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