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Cumnosuym
«ACKYyCCTBO BUieTb peOeHKa: OT TEOPUMU K NPaKTUKe»

13 peBpana 2026 r. Ha XXVIlI KoHrpecce neanatpoB Poccun ¢ MexayHapoaHbIM y4acTUeM rpoLles
CUMIMO3nyM «MICKYCCTBO BUAETb PEOGEHKA: OT TEOPUM K MPaKTMKe». Kak 3arnogo3puTb HacJie4CTBEHHOE
3a60/1eBaH1e BO BPeEMS MPOPUIaKTUYECKOro OCMOTPA M MOYEMY UCKYCCTBO «BUAETE» peOEHKa TPeby-
€T OT Bpaya [1y60KnX 3HaHUN? 3T U ApYrue BaxKHbl€ BOMPOChkl Obln B LLEHTPE BHUMaHUS JOKAaA49M-

KOB n cnyLuaTeneFl AaHHOIro CUMro3nyma.

cumnosnyme nog npeacefaTensCTtBOM A.M.H., PYKOBO-

onTens otaena opdaHHbIXx 601e3Hen U NpodUNakTUKK
MHBanNuau3upyoumx sabonesaHmn HUN negnatpum n oxpa-
Hbl 300pOBbA AeTen HayyHo-KnMHMYecKoro ueHTpa N°2
OIreHY «PHUX um. akaa. B.B. MeTpoBcKoro», npodpeccopa
Kadeapbl daKkynbTeTCKON neguatpun MHCTUTYTa MaTepuH-
ctBa u pgetctea ®rAOyY BO PHUMY um. H.W. Muporosa
MuHagpaBa Poccumn (MMPOroBCKUM YHUBEPCUTET), Bpaya-
neavatpa, AeTckoro Kapauonora Hato [KymGepoOBHbI
Bawakmapg3se npuHanu ydyactue 4.M.H., npodeccop, 3aBe-
aylouwmn Kadeapon reHeTMKUM HeBPONOrMyeckux 6ones-
Heh MeauKO-reHeTUYeCcKOro Hay4yHoro LeHTpa WM. akag.
H.M. bBoykoBa Ceprei CepreeBu4y HUKUTUH U K.M.H., Bpay
BblCLWEN KaTeropuu, AMeTonor, neguaTp, AETCKMM racTpoaH-
Teponor Hatanbsa CtaHucnaBoBHa LllaTtoxuHa.

Bonpockl, coxpaHsiolMe CBOK aKTyalbHOCTb Ha Mpo-
TSXKEHUW MHOTUX NeT B MPaKTUKe neguaTpa, KacalTcs paH-
Hew AMarHOCTMKK HacnefCTBEHHbIX 3a60neBaHui, a TakkKe
NoBblLLEeHUs 9IGGEKTUBHOCTU NPOPUIAKTUHECKUX OCMOTPOB.
Y4YacTHUKKM 06CYyANIH, Kakne KIMHUYEeCKNe MapKepbl No3BO-
NS0T 3aN0f403pUTb PEAKYKD MaToNOrMi0 Ha paHHem aTane
M NOYEMY MCKYCCTBO «BMAETb» pebeHKa TpebyeT OT Bpaya
He NPOCTO BHUMATENbHOCTHU, HO U FNYBOKUX 3HAHWUW.

OTKkpbiBass cumnosunym, H.[J. Bawakmapgse BbiCTynuna
¢ AoKNnagaom «CoBpeMeHHble NOAX0AblI K NPOGUNaKTUHECKUM
0CMOTpaM JeTen: OT PYyTUHbI K pe3ynbraTy», B KOTOPOM MOA-
YepKHyna, 4To 3a npolleawmre rogbl akTyanbHOCTb Npobne-
Mbl pefKux 3aboneBaHni ToNIbKO pacTeT. Cnukep obpaTuna
BHMMaHWE Ha TPEBOXHYIO AMHaMUKY: ecnu 15 neT Hazaj
BO3pacCT BbIIBJEHNUS peaKuMx 3aboNeBaHWi, B 4aCTHOCTU
MyKononucaxapugosa | tuna (MIC |), nocTeneHHO yMeHb-
wancs, To B nocnegHue rofbl OH BHOBb yBenM4MBaeTCs.
MauuneHTbl BbIABAAIOTCHA, HO B 60nee MO3aHEM BO3pacTe,
W, MO MHEHWIO 3KCMepTa, 3TO TpebyeT nepecMmoTpa NOAXO-
OB K MUCMONb30BaHUIO PECYPCOB B CTPYKType npodunak-
TUYECKMX OCMOTPOB AeTel. Mpu npaBUIbHOW OpraHM3auum
OCMOTPOB BEPOSATHOCTb BbIIBNIEHUS AETEN C peaKMMK 3a60-
NeBaHUSMKU CTAHOBUTCS HAMHOIO BblLLe.

B xone gpoknaga 6bina nogpo6HO pa3obpaHa natoreHe-
TMYeCcKas OCHOBa IM30COMHbIX 60/1Ie3HeN HakoneHus. Hato
[J)xym6epoBHa HanomHuna, 4to npu MMC | naToreHHbIn
BapuaHT B reHe IDUA, kogupytoulem anbda-L-naypoHunaasy,
NPMBOAMT K HAKOMAEHWUIO MIMKO3aMUHOMTMKAHOB B pasfiny-
HblX opraHax u cuctemax. lpobnema He orpaHuyYMBaeTcs
HakonneHMeMm cybcTpata — CTpajaeT BCS KNeTKa: Hapy-
WakTca CTPYKTypa KonnareHa v anacTuHa, mexaHuyecKas
LeNIOCTHOCTb KAETKH, NpoLecc aytodarunu, 4to BefeT K Auc-
YHKLMN MUTOXOHAPUIA, aKTUBALMKU BblpaXKEHHbIX BOCMNaNu-
TeNbHbIX peakLMi, OKUCANTENbHOMY CTPECCY U KIETOYHOWM
AMCOYHKUMU. CeroaHs aKTUBHO M3y4yaeTcs Pofib ayToBO-
cnanexHus npu MMC |. Ecnn 40 neT Hadag ropmoHasnbHble

npenapatbl U LUTOCTAaTUKU fAaBanu Hebonblion 3ddeKT,
TO cenyac B apceHane Bpayen ectb GepMeHTo3aMecTUTENb-
Has Tepanus. MNpu 3TOM HagexAbl, KOTOpble BO3faranucb
Ha reHHyl Tepanuto, B nocnejHee Bpems CTaau YMEHb-
waTtbCcsl, U HEPEAKO NauneHTam, B TOM Yucne nocnie TpaHe-
nnaHTauun, BO306HOBASETCS Tepanusa GepmeHTaMu, JaBHO
anpo6MpoBaHHbLIMK B KIMHUYECKOM NPaKTUKE.

OTaenbHoe BHUMaHWe 6bi10 YAeneHOo yHUKanbHOW poc-
CUWCKOM cucTeMe NpoduNaKkTMYEeCKMX OCMOTPOB, OXBaTbl-
Batoulen 6onee 90% geTckoro HaceneHus. Crnvkep aKkLeH-
TMpoBana, 4to BbiWAKM npukas N2 211H ot 14 anpens
2025 T. M JOMOSIHEHUS K HEMY, KOTOPbIE MEHSIOT NOAXOAbI
K npodocmoTpam. B pamKax aTon cucTembl pebeHKa ocma-
TpUBAaIOT pa3Hble cneunanucTbl — BCErO NPOBOANTCSA 6onee
135 ocmoTpoB #n 6onee 140 gMarHOCTUYECKUX M nabopa-
TOPHbIX 06CcnefoBaHui. LLlaHC BbISBWUTL NauMeHTa C XpPOHU-
4YeCKOM UM HacneACTBEHHOW NaToNorMen Npu TakoM Mysib-
TUAUCLMNIMHAPHOM OCMOTPE CTaHOBUTCS KparHe BbICOKUM.

[oBOpS O AMarHoCcTMKe, AOKNaAYMK NOAYEpKHyna
Ba)KHOCTb MNpaBWAbHOTO c6opa CeMEeNHOro aHamHesa.
Heo6xoanMMo TulaTeNbHO BbIACHATbL HACNeACTBEHHOCTD,
TeyeHne 6epeMeHHOCTU MaTepu, NPoBeAeHME paclMPEHHO-
ro HeoHaTa/lbHOrO CKPUHWHIA M aHTeHaTaNbHOE BbiSIBiEHUe
BPOXAEHHbIX aHOoManuin. H.[. Bawakmaase HanomHuna,
4YTO aHTPOMOMETPUS — [AfIMHA, POCT, Macca M 0COBEHHO
OKPYXHOCTb FON0Bbl — ABASETCA MPUHLUMMUANBHO BaXKHOWM
ONS OLEHKM dU3MYECKOro cocTosiHUs pebGeHKa u nochne-
[ylOLlero MOHUTOpPWHIa Tepanuu, a Hanuvyve 6onee nNSATU
CTUIrM AnM33ambpuoreHesa TpebyeT obsA3aTenlbHOro obpa-
LEeHUs K reHeTuKy. Ocobblin aKLEeHT 6bin caenaH Ha deHo-
TUNMUYECKMX NPOSBAEHMAX, KOTOPbIE YaCcTO OCTaloTCA Hego-
OLlEHEHHbIMWU. MI3MeHeHMe CYCTaBOB PYK M HOM, KOCTHas
natonorus (NnopaeHMe KOCTHOM cUCTeMbl cocTaBnsetr 5%
BCEX BPOXAEHHbIX aHOManun U BXOAMT B CTPYKTYpPYy OKONO
35% HacneacTBeHHbIX 3a60/1eBaHui), NaToNorns NO3BOHOY-
HWKa, aedopMaLLMa rPYAHOM KNETKKU, HapyLeHWe NOXOAKN —
BCe 3TO TpebyeT HaCTOPOXKEHHOCTU. CycTaBHOM CUHAPOM,
no cfoBam CruKepa, fBNAETCS KpawHe HeaoOLEeHEHHbIM
daKTopoM. B KAMHMYECKOM MpaKTUKe HepeaKku cnyvaw,
Koraa pe6eHKy C OrpaHuyYeHneM ABUKEHUIN B CycTaBax pyK
peBmaToor ycTaHaBIMBan gMarHo3 peBMaToOMaHOro apTpu-
Ta v Ha3Ha4yan meToTpeKcarT, a auarHo3 MIC | 3anogo3punu
Wb cnycts rogbl. Hato IxXym6epoBHa npuBena ciy4vamn
45-neTHew JaBHOCTU M OTMETUAA, YTO CUTYaLMs, K CoXKane-
HWIO, OCTaeTCs MPEXHeN.

B KayecTBe K/to4eBbiXx MapKepPOB, MO3BOAAIOWMX 3amno-
[O3pUTb peakoe 3aboneBaHue, 6blNM Ha3BaHbl MOMYTHe-
HWEe POroBULbI, FPbIXK, renatocnieHomMeranus, Natonorus
[blXaTeflbHOW CUCTEMbI C MOBTOPHLIMWM OTUTaMW, CUHAPOM
06GCTPYKTUBHOIO anHo3 cHa, cBOoeob6pasHbii ronoc M3-3a
YyTONWEHNA TONOCOBbLIX CBA30K. Hannyine ceHcoHeBpasb-



HOM TYroyxocTu, KoTopasi BCTpeyaeTcs y 6% HaceneHus
3EeMHOro wapa v MOXeT nporpeccupoBaTb, 0643aTenbHO
TpebyeT WCKNIOYEHUS HacneACTBEHHOro daktopa. Takke
OblIM 06CYKAEHbBI BONPOChHI ruapouedannun, Kotopas BCTpe-
YyaeTtcs npu pa3Hbix deHoTtnnax MIC, 1 KapanoBaCcKynapHOM
naTonoruu.

B 3aknto4yeHne 6bln npuBedeH NoKasaTeNbHbl KAUHK-
YEeCKWM cnyvan: geBoyka 7,5 net 6bi1a rocnutannu3anpoBaHa
B denepanbHbii LEHTP ¢ AnarHo3oM «CucTeMHas CKNepo-
aepmus», y Hee Oblin 60U B KUCTSAX, KOHTPaKTypbl, HeJo-
CTATOYHOCTb KapAuu, renatoMeranus, yTofueHme CTBOPOK
aopTanbHOro KnanaHa. Ha ¢oHe Tepanuu MeToTpeKcaTtom
M METUNNPEeaHN30/I0HOM Habnganack Hebonblias noso-
UTeNbHas AMHAMMKaA, HO AMWb CNycTsa roh 6narogaps
CEeNIEKTUBHOMY CKPUHUHIY Gbln ycTaHoBMAeH aAnarHo3 MIIC |.
Moasoas utor, H.[l. Bawakmaase nogyepKHyna, 4to paHHss
anarHocTmka markux dopm MIMC TpebyeT oT neavaTpoBs
NOCTOSIHHOM HaCTOPOXEHHOCTU. [eTeporeHHOCTb KAMHU4Ye-
CKOM KapTWHbI 1 MATKOE TeYEeHWE NPUBOAAT K TOMY, 4TO Ana-
rHO3 YCTaHaB/IMBAETCS CNOXHO, HO €CNU BHUMATENbHO OLle-
HMBaTb OMOPHO-ABUraTeNbHbIM annapaT, B3ATb pebeHKa
3a PYKK, 3arfgaHyTb B r1asa, MOXHO 3anofo3puTb opdaHHoe
3aboneBaHue.

Btopon pgoknag B pamKax cumnosuyma Obl1 npej-
ctaBneH Cepreem CepreeBnyeM HUKWUTUHBIM M MOCBSLLEH
60ne3Hu MNomne ¢ No3gHUM Havanom. OTKpbIBas BbICTyne-
HWe, CNUKEp COO6LMA BaXKHYID HOBOCTb: Yepe3 nontopa
roga B Poccun nnaHupyeTcsl BHeLpeHWe HeoHaTanbHOro
CKPUHWHIA Ha 3T0 3aboneBaHue. 3a nocnegHuve 15 net
B AMArHoCTuKe 6onesHu Nomne Npon3oLin 3HaYnTeNbHble
M3MEHEHUS — CEroAHs BblABASETCA 60/bllOe KONMYEeCTBO
nauMeHToB, OMy6AMKOBAHO MHOXECTBO Hay4HbIXx paborT,
O[HaKO 3ajaya paHHeW OMarHOCTUKM OCTaeTCs CNOXHOW,
0COBGEHHO B OTHOLIEHUM NO3LHUX GOPM.

Ceprent CepreeBu4y HanomHun, 4to 6one3Hb MNomne —
3TO ayTOCOMHO-peLecCUBHOE HacneacTBeHHoe 3abonesa-
HWe, KOTOpoe pa3BuBaeTCa y pebeHKa Npu Haanynumn 06omx
M3MeHEHHbIX annenen reHa. Ecnv pogutenu 3HatoT 0 CBoeM
HOCUTENbCTBE WM €C/IM B CeMbe Yxe poxgancsa 60nb-
HOM pebeHOoK, CylwecTByeT BO3MOXHOCTb MpodunakTnpo-
BaTb poxaeHne pebeHKa ¢ 3aTux 3aboneBaHnem. BolgensioT
nse dopmbl 3ab6oneBaHus: mMnageH4yecKyto (8% cnyyaeB)
M 6ones3Hb [lomne ¢ no3gHuMM Havanom (92% cnyyaes).
Takoe NpouEeHTHOE COOTHOLIEHME CBA3AHO C OCTaTOYHOWM
aKTUBHOCTbIO pepmeHTa anbda-rnoKo3naasbl: Npu MnageH-
4yecKon popmMe oHa cocTaBnseT meHee 1%, a Npu No3gHem
Havyane, KoTopoe MOXeT MaHudecTupoBaTb nocne 1 roaa,
ananasoH akTMBHOCTM BapbupyeT oT 2 Ao 40%. OrpomHbIn
AvanasoH No3BoNseT nauMeHTam A0Aroe BpeEMS CyLLeCTBO-
BaTb B OTHOCWUTENbHO YAOBIETBOPUTESIbBHOM COCTOSHWM,
YTO 3aTPyAHAET ANArHOCTHKY.

B otnnyme ot MnageH4eckon Gopmbl, KoTopas NposiBs-
eTcsl TSKENON NOMMOPraHHOM naTtonoruen ¢ OAHOBPEMEH-
HbIM MOSIBAEHWEM KapAMOMMOMNATUU U APYrMX NMPU3HAKOB,
60ne3Hb omne ¢ NO34HMM HayanoMm pas3BMBaeTCs 3aya-
CTyl0 He3ameTHO. CerofHsa cneumanucTbl BbIAENSIOT BHYTPH
nosgHen GopMbl NOATUNbI: AETCKYIO, IOBEHWIbHYIO U B3POC-
nyto GOpMbl, KOTOpble UMEIOT NepeceyeHns no GeHoTuny,
YTO MO3BONSET Ha pPaHHUX 3Tanax 3anofo3puTb 3abonesa-
Hue. KnoyeBbiM CKPMHUHIOBLIM MapKepoMm ABASETCS ypo-
BeHb KpeaTuHdochoKnHasbl (KPK): npn 3HaveHusax ot 400
no 800 Ean/n, B nepByto o4epeab, cneayet aymatb o0 60ne3-
HK1 Momne, nocne 4ero HeO6Xx0AMMO HanpaBUTb Matepuan
CYXMX MATEH KPOBW ANS ONpeAeneHns akTMBHOCTU depmeH-
Ta — pesy/nbTaT MOXKHO MNONYy4YUTb B TEeHYEHUe ABYX HeaenNb.

B xopge goknaga 6biin nogpo6HO pas3obpaHbl KAWHMK-
YeCKMe MpOosiIBNEHUS, HA KOTOPble JO/MKEH obpaliaTb BHU-

MaHue Bpay. Y geTten c 6onesHblo Nomne HabnwgatoTcs
XapaKTepHble U3MEeHeHWs: NpueMbl foBepca Npy BCTaBaHuu,
MCNonb30BaHWe BCNOMOraTeNbHbIX ABUXEHWUI NPpK NOBOPO-
Te B KpoBaTW, MONYOTKPbITbIM POT, rpy6oe npoKcumanbHoe
nopaxeHue mbiwl,. Mpn ocmoTpe o6palaloT Ha cebs BHU-
MaHWe BbIPaXXEHHbIW TMNEepPnopaos, CUHAPOM KpblnoBua-
HOM NIONaTKKW, KOHTPaKTypa axuanoBa CyXoxKuaus, cnabocTb
Mblwy, 6eapa M MblWwL XuBoTa. MNpu npoBeaeHnn GyHKLK-
OHasbHbIX MPO6, TaKMX KaK MNOABLEM W CMYCK MO NeCTHUUE,
nauneHT onMpaeTcst PYKOW Ha KOJIEHO, a NpU X0Ab0e AepKuT
PYKM 3@ CMMHON Ans coxpaHeHuns paBHoBecusi. 0cob60oe BHHU-
MaHue npodeccop o6paThn Ha TakoM CUMMTOM, KaK xoabba
Ha UblNoYKax, — JONr0oe BPEMS CHMTANOCh, YTO KOHTPAKTYp
npu 601e3Hu NMomne He 6bIBaeT, 0AHAKO COBPEMEHHbIE AaH-
Hble 3TO ONpoBepraloT.

Ba*KHbIM AMarHOCTUYECKMM NPUBHAKOM SBASIETCSA nopa-
KEeHWe MblWL anua. Y nauMeHToB OTMeYaloTCst NOBbIWEH-
Hasi CKNagyaToCTb KOXW, HELOCTATOYHOCTb CUbl KPYroBoOm
MbIlWUbl a3a, TPYAHOCTb yAep)KaHusa fA3blka 3a LWEKOW.
XapaKTepHOo, 4TO MHOTME NaLMeHTbl C AETCTBA HE MOrYT CBU-
CTETb — UM TPYAHO CIOXUTb ryObl TPYOGOYKOW. Y ETEN TAKKE
HabnogaeTcs cnabocTb OKYISPHOM MyCKynaTypbl.

Cepren CepreeBuy ob6paTtun BHMMaHue
Ha TO, 4TO npu 6onesHn lomne Moryt 6biTb 6GOJSiEBLIE
owyuleHMss — 60097 Mblwubl 6eapa MU ChnuHbl. ATO CBSA3a-
HO C OT/NIOXEHWEM [/IMKOrEHa M KMPOBbLIM 3amelleHnem
B Tex MblWLax, rae onpegenserca cnabocTb, U UM TPYAHO
yAaepKaTb Teno B onpeaeneHHoOM nofaoxeHuu. Kpome Toro,
y 72% nauneHToB BbISBASETCA HapyLWeHWe CyXoBOro nNopo-
ra no 04HOM MAN HECKOIbKMM YacToTaM, U XOTS 3Ha4YMMOCTb
noTepu ciyxa HUXKe, 4eM Npu Apyrux 3abosieBaHUAX Cyxo-
BOro annapata, 06 3TOM HeNb3s 3abbiBaTh.

Oco60e MeCcTO B KJIMHWYECKOM KapTuHEe 3aHumaeT
AblxaTenbHaa Hegoctato4yHocTb. Y 30% nauMeHTOB OAblLl-
Ka Mpu He3HauyuTenbHOM GU3MYECKOW HarpysKke asnsercs
OCHOBHOW afiobon npu obpaweHun K Bpady. HapyweHue
AbIXaHWS MPUBOAMT K PACCTPOMCTBY CHa — Yy AETen MOX-
HO OGHapPYXWTb CBEPHYTbIE B KIYT NPOCTbIHW, B3POC/ble
npeanoymMTaloT cnatb Ha 60Ky, a He Ha cnuHe. K HoYyHOM
rMNEePBEHTUNALMN CO BPEMEHEM NPUCOEANHAETCS AHEBHAsA
rTMNEPBEHTUAALMSA, YTO B OTCYTCTBME NIEYEHWUS MPUBOAMT
K cepheyvyHOo-Nero4yHon HefocTtatoyHOCTU. CMHAPOM amnHoa,
NPOSBASOWNIACSA FTONOBHbIMM 60OASIMM MO yTpaM M NOBbI-
WEeHMeM apTepuanbHOro AaBleHUs, TaKXe XapaKTepeH
nns 6onesnu Momne. o 70% nayMeHTOB B KOHEYHOM UTOre
HYXAaloTCA B UCKYCCTBEHHON BEHTUAALUM NNIETKUX.

CpaBHMBas CKeNeTHO-MbllWeYHble CUMNTOMbl B 3aBUCH-
MOCTMU OT BO3pacTta MaHudecTtauun (2-13 net, 13-18 net
n ctapwe 18 net), npodpeccop OTMETUA, YTO CKOMO3 Hau-
6onee 4acTto BcTpevaetcs B rpynne 13-18 net — ecnu
aKTUBHOCTb GepMeHTa No3BonseT pebeHKy LOXUTb 40 3TOr0
Bo3pacTa, T0 Ha ¢GOHe MNopaxeHWs aKCuallbHOM MYCKY-
natypbl BEPOSATHOCTb Pal3BUTMUS CKONMO3a BO3pacTaeT.
KapanopecnupaTtopHble CUMMNTOMbI TaKXXe pacnpeaensorcs
no BO3pacTHbIM rpynnam, npuyem ofbllKka nocne Guanye-
CKOM Harpy3Ku Yalle BCTpevyaeTcs y B3POC/bIX.

B exenHeBHOM NpaKkTUKe Bpay, no cnosam C.C. HUKUTKHa,
yaenseTr HeAoCTaTO4HO BHMMAaHWSA BaKHbIM MPU3HaKaM:
BpPEMEHU NOSIBIEHUS MblEYHOM cnabocTu, No3e BO BPeEMS
CHa, HalMYMIO COHIMBOCTH, MUBMEHEHUSAM MbILUL, IMLL, OCaH-
KM 1 noxogku. CoyeTaHWe OfbIWKK, CNAaBOCTU ArOAMYHbIX
MbILUL,, OTHOCUTENBHO BbICOKMX Lndp KPK, HEBHATHOM peyn
W OTHOCWUTE/NIbHOM COXPaHHOCTWU YeTbIPEXrNaBoOM MblWLbl
6eapa AOMNKHO HAaBOAMUTb Ha MbIC/b 0 60ne3Hu Nomne.

0Oco60e BHUMaHWe B AoKnage 6bl10 yaeneHo nporpaMmme
avcnaHcepusauun ageten. B nepuon ot 1 roga ao 18 net
npPoBOAATCH OCMOTPbLI NeguaTpaMmu M HeBponoramu, ogHa-
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KO B aHanun3dax Ao 18 neT OTCyTCTBYET U3MEPEHUE YPOBHS
KPK. Mpodeccop nog4yepKHyn HE0O6X0AMMOCTb BHECTH 3TOT
HeLOopOron aHanna B NporpaMMy gucnaHcepmsaum — ecnu
namepaTb KPK xota 6bl HECKONBLKO pas, TO NpW €ro noBbl-
WeHUM MOXKHO 3anofo3puTb He TOoNbKo 60ne3Hb [omne,
HO M MblleYyHyto guctpoduio oweHHa, bekkepa u apyryio
naTonoruio.

B 3akntoyeHne C.C. HUKUTUH OTMETWA, 4TO NPU HaNU4mm
MblLLEYHOM cNabocTH, ycTonYnBoro noBblweHns KOK (veHee
2000 Ea/n) n pecnupatopHbIX CUMNTOMOB, B MEPBYO o4e-
peflb, HY»XHO HanpPaBWUTb Cyxoe NATHO KPOBMW Ha UccneaoBa-
HWe aKTMBHOCTM depMeHTa. Poccuickasa Pegepaums, noa-
YEPKHYN JOKNaf4YMK, ABASETCA YHUKaANbHbIM roCcyaapCTBOM,
roe cosjaHa TaKkas CTpyKTypa, Kak doHg «Kpyr pgobpa»,
M BbICTPOEHa cucTeMa aucnaHcepusauuu. Yem 6Gonblie
nauneHToB 6yaeT BblBAEHO, TeEM 60/ee AOCTYMNHOM CTaHeT
Tepanus, a CKPUHWUHT — JelueBne.

C 3aBepLliaowmMm goknagom «[lyTeb K guarHosy: 601e3Hb
HumaHHa - T[lMKa rnasamu KAMHULMCTa» BbICTynuna
H.C. laTox1Ha, Ybe BbICTyN/EeHWEe CTano SpKUM HanoMUHa-
HWEM O TOM, YTO opdaHHble 3a6oneBaHKs TPebyoT OT Bpaya
He TOJIbKO TNYyOOKUX 3HaHWW, HO U OCOOOWN KIIMHUYECKOM
HacTopOXeHHOoCTU. HaTanbs CTaHMcNnaBOBHaA Hadvana c ny-
HOW WCTOpPUM: BNepBble Ha MNOAOGHOE MeponpuaTME OHa
nonana 15 net Hazaag, 6yay4M MONOAbIM CMeLManucToMm,
W TOrga B ee NpaKTUMKe Oblal CAOXHbLIN MauMeHT ¢ guarHo-
30M «KpUNTOreHHbIW renatut C BblPaX}EHHON MbIWEYHOM
cNnabocCTblo, KOTOPOMY A0JIFOE BPEMS HE MOMIWU MOCTaBUTb
TOYHbIN AnarHod. «flocne MeponpuaTUS M MNpPoCcaylInBa-
HMS CcOObLLEeHNs O 6one3Hn lMomne KO MHe BepHynacb Ta
CeMbsl, Y KOTOPOW poausics BTOpon pebeHoK. B peaynbrate
Mbl CMOT/IM YCTAHOBWUTb AMarHo3: 60/e3Hb [loMmne ¢ paHHUM
HavyanoMm. Manb4ymKy ceryac 16 net, oH nonyvyaet bepmeH-
TO3aMeCTUTENbHYIO Tepanuio. A cyuTald 3TO HACTOALWMM
LOCTUXEHMEM», — Mofenunacb AOKNaAYMK, MOAYEPKHYB,
4YTO MeguaTpbl AOMKHbI MHOIMO 3HATb O PEeAKUX B6ONEe3HsX,
NMOCKONbKY «HaAesATbCsA Ha TO, YTO Tbl He BCTPETULWb 3TO
Ha npMemMe, COBEPLEHHO HENb3S».

OCHOBHOV TeMOM OKaja cTano 3aboneBaHne n3 rpynnbl
JIN30COMHbIX 60N1€3HEeN HaKomneHns — 6one3Hb HumaHHa —
Muka. Cnnkep HanoMHMNa ucTopumio Bonpoca: 112 net Hazag
Anb6epT HumaHH ony6inMKoBan OnucaHWe KIMHWUYECKOWM
KapTuHbl pebeHKa ¢ renatocnieHomeranmen n naTtonorven
LEeHTpanbHON HEPBHOW CUCTEMBI, @ MO3)KEe NaTtoNoroaHaTom
MWK onucan xapaKTepHble U3MEHEHNS Ha KNEeTOYHOM YpPOB-
He. Knto4yeBbiM MPOPbLIBOM, Mpou3oweawnm okono 60 net
Hasaf, cTano obHapyxeHue rnybokoro geduuymta depmeH-
Ta cOUHrommenMHasbl B TKaHAX NaLMEHTOB, YTO MO3BOJIMIO
pa3genuTtb 3aboneBaHne Ha TunblA U B (aeduumt Kuc-
now conHrommenuHasbl, reH SMPD1) u tun C (naToreHHble
BapuaHTbl B reHax NPC1/NPC2, HakonneHue xonectepuHa),
KOTOpblE CEroAHA paccMaTpMBalOTCH KaK COBEPLIEHHO pas-
Hble HO30n0rMK. 3aboneBaHWe HOCUT ayTOCOMHO-peLec-
CMBHbIN XapaKTep: PUCK ANa Kaxaoro pebeHka B cembe, rae
06a poauTensa aBASIOTCA 340POBbIMWU HOCUTENSIMK, COCTaB-
nsaetr 25%. bone3Hb cyMTaeTcs MaH3THUYECKOW, OAHAKO
TMn A Haunbonee 4acTo BCTpeyaeTcs y eBpeeB-allKeHa-
3K (4actota 1 : 4000), a aHanu3 6onee 400 nauueHTOB
¢ TMNomM B nokasan BbICOKY0 BEPOSTHOCTb BCTPEYaEMOCTH
cpeaun nuu apabCKoro M TypeLKOro NMpOMCXOXKAEHUs, 0Co-
6€eHHO B GJIMBKOPOACTBEHHbIX 6paKax. eduunt depmen-
Ta MNPUMBOAMUT K HaKOMNEHUIO COUHIOMUENUHA B OpraHax-
MULLEHSAX — CeNe3eHKe, MeYeHMu, LeHTpaNbHON HEepBHOM
cucTeMe, Nerkux, rae 6onblue BCEro PETUKYNSPHOM TKaHW.
Hatanba CtaHucnaBoBHa NoApPo6HO ocTaHOBMAACh Ha dop-

Max 3aboneBaHus: TN A (MHbAHTUIbHBIK HenpoBUCLE-
panbHbIiM) ABASETCS Haubonee TAXeNblM, C BblpaXKeHHON
HeWpogereHepaumen 1 renatocnieHoMeranmen, nauneHTsl,
KaK npaBuno, He JOXMBatoT 4o 3 NeT; TMN B (XpOHMYEeCKUI
BUCLIEPaANbHbIM) MOXET AebloTupoBaTb B Nt060M BO3pacTe
C MyNbTUOPraHHoOM NaTonorMen 1 MMHUManbHbIM BOBJEYe-
HMEM LEHTPanbHOW HEPBHOM CUCTEMbI; MPOMEXKYTOYHas
dopma A/B xapaKTepu3dyetcs MPUCOEANHEHUEM HEBPO-
NOTMYECKMUX HAPYLEHWIN — aTaKCUW, 3afepPKKKU pasBuUTHS,
nepndepunyeckon Henponatuu. Kno4eBbIM KIAMHUYECKUM
MapKepoMm sBAsieTca cnieHomeranusa: «Ecan cpaBHMBaTb
rMMKOreHo3 un 60ne3Hb HMMaHHa — lNuKa, To Npu nocnegHewn
UMEHHO cnneHoMmeranua npeo6bnagaer. NHorga cenesen-
Ka yBenu4MBaeTcsl A0 TaKMX pa3MepoB, YTO MpU chyyau-
HOW TpaBMe MOXET MPOM30WTU ee paspbiB», — OTMETUNA
LoKnagyvk. Cpeau Apyrux nposiBieHu — renatomeranus
(6onee 70% nauneHTOB), TPOMOOLIMTONEHUSA (Y Ka)Xaoro
BTOPOro0), UHTEPCTULMANbHAs 60Ne3Hb NIErKMUX, U3SMEHEHHUS
aMnuaHoro npoduns, a odTanbMONOrMYeCKMn CUMMITOM
«BULIHEBOW KOCTOYKM» B COYETAHUM CO ChnjeHoMeranunew
SBNIETCA BbICOKMM MpeanKTopom 3abonesaHus. C 2017 r.
CyLLeCTBYET YETKMIM anroput™M AMarHOCTMYECKOro MoucKa:
npu BbISIBEHWM CMNIEHO- U/MNW renatoMeranmMu B co4veTa-
HUK XOTA 6bl C O4HWUM AOMONHUTENbHBIM MPU3HAKOM (TPOM-
6ouMTONEHMS, 3afepKKa PoCTa, HEBPOOrMYECKME HapyLle-
HMS) Bpay 06a3aH HanpaBWTb NauMeHTa Ha onpejeneHne
aKTUBHOCTU KWUCNOM CPUHrOMUEenunHasbl N0 CyxMM NATHaM
KpOBMW.

H.C. llaTtoxrMHa noavepKHyna, 4tTo Bce opdaHHble 3a60-
neBaHns, 0COBEHHO CBfI3aHHble C HAKOMAEHUEM NUMNU-
[0B, MOXOXM APYr Ha Apyra, U HEe HY>XHO BOCMPUHMMATb
6one3dHb HumaHHa — [lMKa KaK [guMarHo3 WCKI0YeHus.
[AnarHoCTUYeCKUin NOUCK AONKEH UATU NapanfienbHo, U Takon
NoAX0A4 3Ha4YnTeNnbHO obnervyaeT paboTy KAMHULUMCTA. B noa-
TBEPXAEHWE CMUKEP MpuBena ABa KAWHUYECKMUX ciyyas
M3 COOGCTBEHHOM MpaKTUKW. epBbIM cnydyan — MalbyuK,
y KOTOPOro MamMa uaHa4vanbHo obpaTtuiacb ¢ NOLO3PEHNEM
Ha namM611o3, neanatp gymasn o HeOCTaTOYHOCTM BUTaMUHa
D, ogHako npu ocMoTpe OblIM BbIIBAEHbI renatocnieHo-
Meranusl, CHUXeHue reMornobuHa, TPOMOOLMTbl Ha HUXK-
Hew rpaHuLe HOPMbl, NOBbIWEHWE XONEeCTEPUHA U BbICOKME
Tpuranuepuabl. focne wcKaYeHua Apyrux 3abonesaHuin
uccnegoBaHMe Cyxux NSTeH KPOoBWM moaTBepanno 6onesHb
HumaHHa — lMuKka Tuna A/B, Ha ycTaHOBKY AvarHosa yuio
2 Mec, a C MOMEHTa NepBbIX MPU3HAKOB NPOLWeEN NOYTU rof.
BTopow cnyya — pgeBoyka 3 mec, Y KOTopow mama obpa-
TMNa BHUMaHWe Ha obecLBeYMBaHWe CTyna M HapacTaHue
MKTEPUYHOCTH KOXHbIX MOKPOBOB; NPU B3STUN KPOBM CNELM-
anucTam He yaanocb OCTaHOBWTb KPOBOTEYEHME, N PEBEHOK
Oblf1 FOCNUTaNM3NPOBaH B cTaunoHap. MNMpu ob6cnegoBaHnm
BbISIBfIEHbI renaTocn/ieHoOMeranus, HapylweHue CUHTeTUYe-
CKOW OYHKLMKW MeyYeHU, CUMMTOM «BULIHEBOW KOCTOYKM»,
a uccnefoBaHue Cyxux NATEH KPOBWU MOATBEPAMIO pe3Koe
CHUXKEHME aKTMBHOCTM depmeHTa KUcaon chOUHroMuenu-
Ha3bl — AuarHo3 6one3Hn HumaHa — luKa Tuna A/B 6bin
ycTaHoB/MeH B Bo3pacTe 5 mec. Hatanbsa CTtaHuMcnaBoBHa
pe3loMUpoBana: paHHasa AMarHoCTMKa, LOCTYNHas CeroaHs
No6OMy [JOKTOpPY, 0o6feryaeT »KM3Hb MauuMeHTam, U ecau
Bpa4y BMAMT XOTA Obl OAWMH W3 XapaKTepHbIX Kputepues
B COYEeTaHUW C renato- WKW CrjaeHOMerasunew, OH MOXeT
HanpaBuTb Cyxoe MATHO KPOBM Ha MuccnefoBaHue 6ec-
nnatHo. «bone3Hb He UMEET YETKUX KPUTEPUEB, KamAbli
pebeHOK MHAMBUMAYANEH», — 3aKauynna AOKNaAuYMK, Npu-
3BaB KOJIer COXPaHATb KAMHUYECKYID HaCTOPOXKEHHOCTb
B OTHOLWEHUN peKnx 3aboneBaHum.



