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W) Check for updates

Cumno3uym «Peagkue 3aboneBaHuq,
KaK 3anofo3puTb, Ha YTO OOpaTUTb BHUMaHUe»

C 1 no 3 mapta 2024 r. B Mockse npotuen tobunenHbir XXV KoHrpecc neanatpoB Poccumn ¢ MexayHa-
POAHbIM yHacTUEM «AKTya lbHbl€ MPo6eMbI NEANATPMM», B XO[€ KOTOPOro 06CyAalnck BOMPOCh! MEAU-
LIMHCKOM MOMOLLM IETCKOMY HACEJIEHMIO Ha PAa3/IMYHbIX 3Tarnax, 3Ha4MMoCTb NPOBEAEHMS NPOPUIaKTH-
4eCcKOro ocMoTpa AETeH, noaxoAbl K UMMYHOMPOPUIAKTMKE, a TaKKe 0co060e BHMMaHUE yaessisioCh
PaHHEMY BbISIBAEHUIO N OKa3aHUIO MEAMULIMHCKOM NMOMOLLM AETSM C PEAKMMU (OpHaHHbIMM) 6OIEIHIMM.
B xoze KoHrpecca 661 npoBeaeH Xl EBpasuncKmi gopym rno peaxkum 6071e3HsIM, B paMKax KOTOPOro
1 mapta 2024 r. cocTosizica cuMno3nym «Pegkue 3abosieBaHWs, KaK 3anofo3puTb, Ha YTO 06paTUTh
BHUMaHME», KOTOPbIN cObpasl 60/1blLLIOE KOMHECTBO BPaYen pasanyHbIX CreLmnasibHOCTEN.

HacTosllee BpeMs Bce Gofibllee BHUMaHWe Bpayen

npuBneKatoT opdaHHble 6ONE3HU, KOTOPble, HECMOTPS
Ha CBOIO «PEe[IKOCTb», BCE Yallle BCTPeYalTca B MOBCE[-
HEBHOW NMpaKkTuKe. Ha cerogHAWHUM JeHb HacuYUTbIBAETCH
okono 7000 peakux (opdaHHbIX) 3a6oneBaHui, U 4719 YacTu
MX HUX pa3paboTaHbl NaToreHeTUYeCcKne MEeTo/ibl NeveHus,
KOTOpble NO3BOAIOT 3HAYUTENLHO YYHLLINUTL KAYeCTBO KN3-
HW W NPOTHO3 ANS 3TUX NALMEHTOB.

B pamkax Xl EBpa3suincKkoro ¢popyma no peakum 6ones-
HAaM 1 mapTa 2024 r. npowen cumnosuym «Peakune 3abo-
NleBaHUA, KaK 3amnofo3puTb, Ha 4TO 06paTUTb BHUMaAHUE»,
KOTOpPbIM co6pan 60/bll0e KOAMYECTBO CNELMANUCTOB pas-
NUYHbIX nNpodunen. lMpeaceaatensimu BbICTYNUAU [.M.H.,
npodeccop, npe3naeHT Cot3a neanaTpoB Poccuu, rna.-
Hbl BHEWTaTHbIA AETCKUK creunanmncT no npodbunakTnye-
CKOW MeauuuHe MuH3gpaBa Poccun Jleina CenmypoBHa
HamasoBa-bapaHoBa v A.M.H., npodeccop Hato
Oxxym6epoBHa Bawakmapa3se. HayyHaa nporpamma CuUM-
nosuvyma Oblna nNpeacTaBieHa LWWPOKUM CMEKTPOM TeM,
CBfI3@aHHbIX C peAKuMK 60Ne3HAMMU, U OXBaTuaa BOMPOCHI
OT 3Tana BbIIB/IeHNs 3a60NeBaHUin B pamMKax AuUcnaHcepu-
3auuM A0 NpPeAcTaBieHUs KMHWYECKUMX clyyYaeB, npone-
MOHCTPUPOBaBLINX 3PPEKTUBHOCTb CYLLIECTBYIOLLEro nato-
reHeTU4YecKoro nevyeHuss opdaHHblx 60ne3Hen. B pamkax
cUMMo3nymMa CrneuuanncTbl NOAeNUINCh OMbITOM BeeHWs
nauueHToB ¢ runodocdatasnen, 4edUUUTOM JIMSOCOMHOMN
Kucnon nunasbl (4J1KJT) B ycnoBMsIX ropoACKMX CTalMoHa-
poB U deaepanbHbIX LIEHTPOB, @ TaKKe B XO4e AUCKYCCUM
OTBETW/IM Ha BOMPOChHI cnylatenen.

CUMNO3MYyM OTKpbina A.M.H., npodeccop, akagemuK
PAH, 3aBepywouwasa Kadeapon dakynbTeTCKOM neguaTpun
neavatpuyeckoro darkynbteta ®rA0y BO PHUMY wum.
H.N. MuporoBa MwuH3gpaBa Poccuu, pykosoautens HUU
negnaTpun U oxpaHbl 3g0poBba aetern HKLL N°2 rBHY
«PHUX wnm. akag. B.B. MeTpoBcKoro», rnaBHbIA BHewTaT-
HbIM AETCKUIM cneymannct no npodunakTM4ecKon MmeguLnHe
MwuHsgpaBa Poccun, npesngeHT Coto3a neguatpos Poccumn
N.C. HamazoBa-bapaHoBa ¢ pgoknagom «[lepcneKkTuBbl
BbISIB/IEHWUS PEeAKUX HacneACcTBEeHHbIX 3a60/ieBaHnit B pam-
Kax AgucrnaHcepusaunn HaceneHus». CBon goknapn Jlenna
CeliMypoBHa Havyana C O3HAKOMJIEHUSI C U3MEHEHWEM
TEPMUHONOINMM — cornacHo npukady MwuH3agpaBa Poccuu
oT 2017 . TEPMUH «AUCNaHCEPM3aLIMA B IETCKOM BOo3pacTe»
3aMeHeH Ha «NpoduakTUYecKne MeamLMHCKME OCMOTPbI
HEeCOoBEepPLLUEHHONETHUX». 3a Nepuoa AEeTCTBa C POXAeHMUN
no 18 net npodunakTMYecKkne ocMoTpbl NPOBOAATCS Ha Nep-
BOM rofly exxeMecsiyHo, ganee B 1, 2, 3roaa, 6, 7, 10, 13, 14,
15, 16 1 17 neT *XU3HU pebeHKa, U B 06LLEN CIIOXHOCTU Kax-

bl pebeHOK nMeeT npaBo Ha 105 nocelleHWn cneymanu-
CTOB 1 25 10NONHUTENbHbIX 06CNef0BaHKI B paMKax Npodu-
NaKTUYECKUX MEAULIMHCKMX oCcMOTpoB. OTMeYeHa pasHuua
MeXAay NPodUIaKTUHECKMMU OCMOTPaMU U CKPUHUHIOM —
3ajavyaMu NpoduNaKkTUYECKMX OCMOTPOB B KPaTKOCPOY-
HOM nepcneKkTuBe ABASETCH GbICTPO BbIBUTb OTK/IOHEHME
W HMBENWPOBaTb €ro, a B AOATOCPOYHON — CKOPPEKTUPO-
BaTb 3a6ofieBaHue. bbln paccMoTpeH BONpPoC HeoHaTaNbHO-
ro CKpUHUHra — ¢ 2023 1. BCe HOBOPOXKAEHHbIE 06CNeaytoT-
€Sl Ha WWPOKKUI psf HacneaCTBEHHbIX 3a60N1eBaHNi C Lienblo
paHHero BbIIBAEHWA U Havyana CBOEBPEMEHHOIO NeYeHus,
a poauTenu nony4valT BO3MOMKHOCTb MpodUNaKkTUpoBaTb
nosiBNeHne 60/bHbIX AeTen. [Ang aeTen ctapwero Bo3pac-
Ta paspaboTaHa nporpaMma CeneKTUBHOrO0 CKPWMHWHIA,
HanpaB/IEHHOTO Ha BbIIBJEHWE 3a60MeBaHUN Y KAWHUYe-
CKM 6€CCUMNTOMHBIX UK UMEKWMX MUHUMaNbHbIE KAWUHK-
yeckue npossneHusa nvu. OTAeNbHO akajeMuK noapobHOo
OCTaHOBMNAcb Ha pas3paboTaHHbIX anropuTMax ocMoTpa
AeTeln, No3BoAsAWMX Haubonee paHo BbISBAATb Pa3nuny-
Hble, B TOM 4uche peakue, 3aboneBaHus. Ha npumepax
HenpodubpomaTosa 1-ro Tuna, AJIK/1 u runodpocdaTtasunm
OblIM NpeAcTaBNeHbl NepeYeHb KAMHUYECKUX NPOSBNEHUN,
XapaKTepHbIX AN AaHHbIX 3a60/1€BaHMI B pa3Hble Nepuogbl
YU3HU, U anropuTMbl UX AMArHOCTUKK. Jlenna CenmypoBHa
OTMETUNA BaXKHOCTb OCMOTPa NPOGUIbHbIX CneLnanncToB
Ha NPOTSXEHWUN BCEWN XU3HU pebeHKa — NoAapo6HO paso-
6pana NaTofnornM opraHoB M cuUcTeM npu opdaHHbIX 3a6o-
NieBaHuaxX: MatoforMM OMOPHO-ABUraTeNbHOro annapara,
nuuieBapuTesibHon, 3y604YENOCTHOW, HEPBHOW CUCTEM,
natonorun opraHa 3peHus, JIOP-opraHoB, cepila U cocy-
[0B, NoYeK; Hanbonee 3Ha4YMMble UBMEHEHUS B nabopaTtop-
HbIX aHanuM3ax — Oo6LEeM aHanM3e MOoYMu, BUOXMMUYECKOM
aHanun3e KpoBu (HEO6XOAMMOCTb OMpeAeNeHns Weno4yHom
dochartasbl, KpeaTUHPOCHOKMHA3bI, NaKTaTa, MOKO3bI,
xonectepuHa). OTtgenbHo J1.C. HamasoBa-bapaHoBa ocTa-
HOBMNIACb Ha NPU3HaKax, KoTopble Npu NpoBeaeHUN Npodu-
NAaKTUYECKUX MEAULMHCKMUX OCMOTPOB AOMIKHbI 3aCTaBUTb
3anofo3puTb BO3SMOXHOE reHeTuyeckoe 3aboneBaHue, —
3TO BbISIBJIEHWE MOPaXKEHUSA HECKONbKMX OPraHoB U CUCTEM
OAHOBPEMEHHO, a TaKKe Koraa HeT addeKTa OT CTaH-
JapTHOM MPOBOAMMOM Tepanuu Ha NPOTSKEHWUU ANUTENb-
HOro BpeMeHu. B cnydae BbiiBNeHWS 0603HAYEHHbIX MpU-
3HaKoOB Haubonee paHHee MefULMHCKOe BMeLWaTenbCcTBO
NO3BOJ/IMT COXPaHUTb TaKOMy NaUMEHTY WU3Hb WM 340PO-
Bbe. [oKasaHuaAMM 415 BO3MOXKHOIO NMoMCKa 3aboneBaHui
M3 rpynnbl HacneAcTBEHHbIX 6one3Hei o6MeHa BelecTB
ABNAIOTCSA OTArOWEHHbIM CEMENHbIM aHamMHe3, BHe3anHoe
YXYAWEHNE COCTOSAHUS C Pa3BUTUEM KIMHUYECKWM 3Ha4M-
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MOro CMMMNTOMOKOMMAEKCca, MyNbTUCUCTEMHbIA XapaKTep
nopaxeHns — 3TU NPOSIBNEHMS BbICTYMAOT «KPaCHbIMM
dnaramn» gnsa 6osee TWaTeNbHOro U CKopeunwero obcene-
[OBaHUs Takoro pebeHka. OgHUM M3 MeTohoB Haubonee
TOYHOW AMarHOCTUKM HacneacTBEeHHbIX 60ne3HeN aBnseTcs
reHeTMyeckass AMArHOCTMKa, Ha CErofHsAWHWN AeHb 3TO
XOpOLWO OTpaboTaHHas TEXHONOMMA — Cyxue MNSTHa KPoBw
4N NepBUYHON AMArHOCTUKM MOXKHO MmepecnaTb B 06y
na6opaTopuio cTpaHbl. TaKumM 06pas3oM, paHHAS AUarHoCTu-
Ka M OKa3aHHas NoMoLb NpMBeayT K O6bICTPOMY pe3ynbTaTy.

Cnepnytowmn goknag — «f’unodpocdartasns. YTo AOMKHO
HacCTOPOXWTb nefguatpa» — MNpeacTaBuna Bpad-neauatp
neaunatpuyeckoro otaenenusa NbY3 AKKB n3 KpacHopapa
K.m.H. Hatanba CrtaHucnaBoBHa LlaTtoxuHa. B Haua-
Ne CBOEro CoobleHns OHa HamnomHuna obuue cBedeHus
0 JaHHOM 60M1e3HN — 3TO NPOrpeccupyloLiee HacnenCTBEeH-
Hoe MeTabonuyeckoe 3aboneBaHue, BbidBaHHOe Aeduun-
TOM TKaHecneuuduyeckon uienovyHon docdatasbl (LLD)
B pesynbrate MyTauuu B reHe ALPL. TaKxe [oOKnagyuk
0c060 0TMETHNA, YTO HEO6X04MMa HAaCTOPOXKEHHOCTb B CBS-
3M CO CHWXXEHMEeM pa3/MyHblX NoKalaTenen — B clyyae
¢ runodpocdarasunen (FPP) oCHOBHbIM MATOreHETUYECKUM
3BEHOM SIBASIETCA WMMEHHO CHWXKeHune LLP, B pesynbrate
4ero NPoOMCXoauT HaKonaeHne HeopraHM4yeckoro nupodoc-
darta, nupuagokcanb-5-docdara, YTO NPUBOAUT K Xapak-
TEPHbIM A4N5 AaHHOro 3a6ofieBaHns NposiBieHnsM. Popmbl
3a6oneBaHna 3aBUCAT OT BpeMeHu pJebioTa: nepuHa-
TanbHas —BHYTPUYTPOOHO WAWM NPU POXKAEHWWU, WMHOAH-
TWbHas — Ao 6 Mec, AeTckas — oT 6 mec go 18 ner,
B3pocnaa — crapwe 18 neT. OTAENbHO BbIAENAIOT OAOH-
Torunodocdarasuio (npu aton dopme HabnwgaeTcs TOSb-
KO nopa)keHue 3y60B). KnuHMyecku 3aboneBaHue ume-
€T WWPOKYID BapuabenbHOCTb MPOSABAEHUN: CKeNeTHble
M3MeHEHUS (paxuTuyeckne gedopmalmm, KpaHMOCUHOCTOS,
«yTUHas NoxojKa»), NaTtofiornto 3y60B (XapaKTepHO paHHee
BblNaJeHWe MOJIOYHbIX 3y60B), MblLIEYHY0 cNabocTb U 60H,
HEBPONOrMYeCKUe MPOSBAEHUS, NOPaXKEHNe Nerkux, meTa-
60NMYECKME HapyLleHUs M NaToNornio NOYEK, 3adepiKKy
pa3BuTus. Mpu OTCYTCTBMM CBOEBPEMEHHOW AMArHOCTUKM
N nevyeHus 3aboneBaHWe COMPOBOXKAAETCS BbICOKOW MHBA-
nvansaumen. Mo gaHHbIM MEeXAYHapOo4HOro perncrpa, Hau-
6onee yacto 3aboneBaHve BbIABASETCS B Bo3pacTe ¢ 2 40
10 net, ogHaKO ecTb ciay4yau BbiBneHus PP y niogen
ctapwe 50 net. JuMarHocTMKa OCHOBbIBAETCS Ha COBOKYMN-
HOCTU K/IMHUYECKWUX AaHHbIX, pe3ynbTaToB N1abopaTopHbIX
N MHCTPYMEHTaNbHbIX UCCNEfOBAHUN U MONEKYNSAPHO-TeHe-
TMYeCKoro aHanuaa. lMoaTBepPKAEHNE AnarHo3a He MOXeT
OCHOBbIBATbCA UCKOYMTENbHO Ha aHanuM3e MyTauui reHa
ALPL. lnarHo3 ycTaHaBAMBaeTCs NpU COYETaHUN KIUHUYeE-
CKMX MPU3HAKOB, OTKIOHEHMI NaBopaTOPHbIX NOKa3aTenewn,
CHUXEHUS ypoBHS LD 1 BbIBAEHNS XapaKTEPHbIX U3MEHEe-
HWW Ha peHTreHorpamMmmax.

OTaenbHO BHUMaHMe cnylwaTtenen 6bl10 akueHTMPOBaHO
Ha OCOBGEHHOCTSAX B LENOM HecneumdUuyeckux, HO 0YeHb
BaXHbIX B MjaHe HAaCTOPOXKEHHOCTU OTHOCUTENbHO PP —
3TW NaLMEeHTbl YacTo ynbl6aloTCs «3aKPbITbIM PTOM» M3-3a
CTOMATONIONMYECKMX npobnem, nNpeabaBAdioT Kanobbl
Ha 60/b B HOrax, 1, Kak CneacTBUE, Y HUX OTCYTCTBYET Xapak-
TepHas 4NA JaHHOro Bo3pacTa Gu3nyecKass aKTMBHOCTb.
BayHO MOMHUTb, 4TO HOpMbl LD 3aBUCAT OT reHaepHowm
NPUHAANEXHOCTM M BO3pacTa, MO3TOMY NPU OLEHKe AaHHO-
ro nokasartens Heo6xoaMMo 0653aTeslbHO 3TO YYWTbIBATD,
He nonarasicb TONbKO Ha pedepeHCHble 3Ha4YeHus, npeg-
naraemble na6opatopuein. OAHMUM M3 OCHOBHbIX METOAOB
WMHCTPYMEHTaNbHOM ANarHOCTUKM NpU JaHHOM 3a601eBaHMK
ABNseTcs peHTreHorpadma — MeTo4 MO3BONSET OLEHUTb
COCTOSIHME KOCTHOM TKaHu (GOKYC Ha cocTosiHMe MeTadum30B,

pasperKeHne KOCTHOM CTPYKTYpbl). AnddepeHumanbHas gua-
FHOCTWMKa NPOBOAMTCS C ApYrMMK 3aboneBaHns MK, COMnpo-
BOXAAOWMMUCA pPaxuTUYEeCKUMU gedopMauusmu u/mnu
ocTeomMansaunen (anuMeHTapHbii paxut, docdaT-gmaderT,
HEeCOBEepLLUEHHbIN ocTeoreHes), — U Tonbko nNpu PP Gynet
oTMeYaTbCs CHUXKeHune ypoBHS L@, OwnboYHbIM AnarHos
MOXET NPUBECTU K Ha3HAYEHUIO HEMPABUILHOIO NeYeHus,
4YTO YCyryouT coCTOsiHMe nauumeHta, — npu O npotu-
BOMOKa3aHO Ha3HaveHue 6ucdocdoHaToB, BbICOKMX [03
BuTamunHa D, npenapatoB Kanbuus. PaHHAS AnarHocTuKa
[PD nmeeT pewatoliee 3Ha4yeHre 45 BbiGopa NpaBuibHON
TaKTUKU NeYvYeHus M NporHosa And nauueHTta. B HacTos-
Lwee BpeMs cyllecTByeT naTtoreHeTuyeckas depmeHTo3ame-
ctutenbHasa Tepanusa (P3T) npenapatom acdoTtasa anboda,
npeacTaBnslOWMM COO0N YenoBEeYECKMI PEKOMOUHAHTHbIN
TKaHecneunudUYHbIN TM6puaHbIN 6enok LD ¢ pepmeHTaTus-
HOM aKTMBHOCTbIO. [IpoBeAEHHbIE UCCNef0BaHUSA JOKa3biBa-
0T 3PpdEKTUBHOCTL M 6€30NacHOCTb Tepanuu npenapaTom
acdoTasa anbda B AONrocpoyHon nepcnektuse. Ha doHe
Nle4eHnst y naumMeHToB LOCTUraeTcs NofioKuTenbHas avHa-
MUKa MO TaKMM MpU3HaKaM, KaK MUHepann3aLms KOCTHON
TKaHW, CTPYKTypa KOCTEMN, POCT, MbllleyHas cuna, notped-
HOCTb B KMC/IOPOAHON NOAAEPIKKE, 60IEBON CUHAPOM, TONe-
PaHTHOCTb K GUBNYECKMUM Harpy3Kam.

[ns KOppeKLMn CONyTCTBYIOLMX COCTOSAHUI PEKOMEH-
[JOBaHO NpOBeAeHne cMMNToMaTUYecKom Tepanun. B kade-
CTBE KJ/IMHWMYECKOro npumepa npuBedeH nepsbld chyvyan
BbiiBieHna T®P B KpacHomapckom Kpae. lepBble npu-
3HaKKM 3aboneBaHust y pebeHKa 6bliM OTMEYeHbl B BO3-
pacTte 7 mec — Mama obpaTuia BHUMaHWE Ha OTCTaBaHue
B pocTe M Habope Macchbl Tena, B 8 Mec AMarHoCTMpoBaH
KPaHWOCMHOCTO3, PEKOMEHAOBaHa BbiXnaaTenbHasa TakTu-
Ka. B 2 roga yctaHOB/EH AnarHo3 «comaToreHHas 3agepx-
Ka pocTa», Ha4anu BbinagaTb nepeaHue MONo4YHble 3yObl.
B 3 roga nposeaeHa peHTtreHorpadus KUCTew, onpeaeneH
ypoBeHb P — 50 Ea/n (Hopma nabopatopumn 0-100 Ea/n).
B 4-5 net pBOTbI, HE CBA3AHHbIE C NPMEMOM NUWK. B 7 net
OCT@HOBWNICH B POCTE, UCKAOYEHa IHAOKPUHONOrnyeckas
naTtonorus, nocne 4ero nNpoBejeHa MONEKynsapHas ava-
rHOCTUKa, BbifiBieHa myTauus B reHe ALPL, ogHaKko Ha ToT
MoMeHT B Poccuickon Pegepaunn Tepannn MNP He 6bino.
Yepesz 2 roga B Poccuu cTapToBana nporpamma feye-
HUs peten ¢ AP, 1 ManbyuK NepBbIM B CTpPaHe Ha4van
noayyaTb naToreHeTUYecKylo Tepanuto achoTaszon anboda.
Ha cerogHsWHWI eHb NauWeHT B TeYeHne 9 NneT HaxoamT-
ca Ha ®3T — nONHOCTbIO KynupoBaH 60/M1EBON CUHAPOM,
pebeHOK BbIPOC M He OTCTaeT OT CBEPCTHMKOB, 3aHUMaeTCs
cnoptom. B 3aknoyeHrMe AoKNaf4uMK OTMETUNA, YTO C yye-
TOM HOBbIX 3Ha@HWUM CTOMT NEPECMOTPETb CBOUX NALMEHTOB,
y KOTOPbIX AMAarHOCTUPOBAH PaxuT, KOTOPbIE MMEIOT B CBOEM
aHaMHe3e HECKO/NbKO NepesioMoB, a TaKXe Mno-apyromy
B3MNSHYTb Ha AETEN, OTCTAIOWMX B CBOEM Pa3BUTUM.

B xoge aucKkyccuu nocne poknaja 6bl10 OTMEYEHO,
4YTO CHWXKeHMe LD moxeT conpoBoXKaTb HEHACNEeACTBEH-
Hble 60Ne3HU, TaKMe KaK Lennakus, Tsaenas kenesope-
duumTHaa aHemus. YpoBeHb LLP Heo6XoaMMO KOHTPOMM-
poBaTb B AMHAMMWKE, KaK MUHUMYM ABaxAbl, TEHAEHLMS
K CHWXEHMWIO W KJIMHWYECKME NpOosABAEHUs 3aboneBaHus
[LOMKHbI Bbl3BaTb HAaCTOPOXEHHOCTb No nosody F®d. Ewe
pa3 0TMEYEHO, H4TO NPU HaNUYUU KIIMHUYECKUX NPOSIBIEHNH,
TaKUX Kak nepenombl, 6011 pocTa, paHHee BbliNajeHue
3y60B, HEO6X0ANMMO OLeHMBaTb TaKOW labopaTopHbIM Map-
Kep, Kak ypoBeHb LLU®P, ¢ uenbto ucknoverusa Moo,

Cneagyowmn poknag — «OnblT BegeHMa nauueH-
T0B ¢ PP Ha 6aze PIrbY «HMUL TO mmeHn akagemwu-
Ka lA. UnnusapoBa» — npeacTtaBuia TpaBMaToN0r-opTo-
nen, septe6ponor ®rbyY «HaumoHanbHbIM MeAULMHCKKUM



nccnegoBaTeNbCKUM LIEeHTP TpaBMaTonorMmM v optoneguu
uMm. akag. A. UnusapoBa» MuH3gpaBa Poccum K.M.H.
Monuna BauyecnaBoBHa OuupoBa. B coobueHuWM npo-
NEMOHCTPMUPOBAH KJIMHUYECKUI cnydyan pebeHka ¢ PO,
MNMaumeHTKa obpatunacb B KAWHWKY B Bo3pacTte 3 feT.
M3 aHamMHe3a 6blN10 UBBECTHO, YTO BHYTPUYTPOOBHO Yy pebeH-
Ka oTMeyancs nepenom 6eapa, Npu poXKAEHUN — nepenom
pebep, B npoLecce pocta — MHOXKECTBEHHblE Nepenombl
HUXXHUX KOHeYyHOoCTen. 3a Bpems HabnioaeHUs B KAUHWUKE
Ha MNPOTSKEHUn 9 neT 6blAn NpoBeAeHbl MHOMXKECTBEHHbIe
KOppUrupyoLmMe onepaunm Ha HUKHUX KOHEYHOCTSX. Takoe
TeyeHue 601e3HM Obl0 pacLeHeHO KaK NposiBAEHUS Heco-
BEPLIEHHOro OCTEOreHe3a, U Ha NPOTSAXEHUU 4 neT AeBOYKa
nofyyana tepanuio 6uchocdoHatamu, 3aTeM nocnegosan
nepepbiB B 5 NeT, nocne yero Tepanus 6blia BO306HOBNE-
Ha. B Bo3pacTe 13 neT gMarHo3 «HecOBEPLUEHHbIA OCTeOo-
reHes» 6bll NOCTaBMIEH MO COMHEHMUE B CWUITy OTCYTCTBMS
NOSIOXKUTENbHON AMHAMUKKM Ha GOHEe MPOBOAMMOro fevye-
HUA. PeBeHOK nocTynun B LeEHTp WMnusaposa, rae 6bi1o
npoBefeHO pacliMpeHHoe ob6cefoBaHne — pPeHTreHorpa-
dua ckeneta, Npu KOTOPOW Gbln BbISBAEHbI MHOMKECTBEH-
Hble gedopMaLnmn HUKHUX KOHEYHOCTEN M MO3BOHOYHMKA,
OTMEeYeHbl 3Ha4yuTenbHasa MblleyHas cnabocTb, 60neBomn
CMHAPOM, 4YTO HE MO3BONANO MNAUMEHTKE MNepeaBuratbCs
CaMOCTOATENbHO Aaliblue Npeaenos nanatbl, Ha 6onee gnu-
TeNbHble PaCCTOSHWA NepeBUIKEHWE TOSIbKO Ha KONSCKE.
Bblf0 0TMEYEHO 3HAYUTENBHOE CHUXKEHWE YPOBHSA hepMeH-
Ta W®. MNpoBefeHa MONEKyNapHO-reHeTM4yecKas AuarHo-
CTUKa — BbIIBJIEHa reTepo3unroTHas Mytauuns B reHe ALPL.
MonyyeHHble AaHHble NO3BOAMAWM AuMarHocTupoBatb PP
W MHMUMMpPOBaTb Tepanuto acdotason anbda ¢ NOMOLLbIO
doHpa «Kpyr go6par. [Jo Hayana Tepanuu Gbln NpPoBeaeH
TecT 6-MWHYTHOM XxoAbbbl — 90 MeTpoB (NepeaBuKeHue
C MCMNOfIb30BaHMEM XOAYHKOB). Yepe3 HEeCKONbKO AHen
nocsae MHUUMaLMK Tepanuu LeBo4vKa nonyduna TpaBmy —
nepenom 6eapa, 661710 NPOBELEHO NOBTOPHOE OnepaTuBHoOe
BMeLaTeNbCTBO Ha GOHE Tepanuu, 1 yxe Yepesd HeCKOSIbKO
Hefenb OT Hayana naToreHeTMYeCKoM Tepanuu, HeCcMOTps
Ha TpaBMy, TeCcT 6-MUHYTHOM x0Ab6bLI cocTaBun 150 MeTpoB.

Cnepytowmn paoknag — «OnNbiT BeAeHUS NauUMeH-
ToB ¢ AJIK/T B ueHTpe opdaHHbix 3aboneBaHuit (FBY3
Mopo3zoBckas KB A3M)», — nocBsiLEeHHbIR onbITY Beae-

HUS NaUMEHTOB C HacneACTBEHHbIMM 3aboneBaHUsAMM
B YC/O0BMSIX FOPOACKOro cTauuoHapa, npeactasuna HuHa
AnekcaHgpoBHa KpacHoweKoBa — WcnosHsowasa o6s-
3aHHOCTM 3aBefylowero OoTAefleHUEM HacneLCTBEHHbIX
HapylleHun o6MeHa BelLecTB, Bpay-neamarp, reHeTuk NrbY3
«Mopo3zoBckaa AMKb A3M». LleHTp opdaHHbIX U ApYyrux
peakux 3aboneBaHU geTer M MOLPOCTKOB B CTPYKType
Mopo3zoBckon AFKBb nmeeTt ambynatopHoe 1 cTaumMoHapHoe
3BEHO, @ KPOME TOro, BO3MOXHOCTb HE TO/IbKO OKalaHus
KOHCYNbTaTUBHOM W le4eB6HOM MOMOLLM, HO W OpraHu3a-
UMK obecneyveHns neKapcTBEHHbIMK MpenapartamMmu M Mnpo-
OYKTamMn NUTaHus, NpoBeAeHMs NPaKTUYECKUX KOoHdepeH-
LMN, CO3JaHUS U BedEHUS PErnCTPOB AeTEN U NOAPOCTKOB
C opdaHHbIMKM 3aboneBaHUAMM, a TaKkKe MNpPeeMCTBEH-
HOCTM CO B3POCNON CceTblo. [MoAPO6GHO AOKTOP OCTaHOBM-
fnlacb Ha TOM, YTO HacneacTBeHHble 3aboneBaHus obme-
Ha BelecTB [ANWTeNbHOE BpeMs MOryT Habnwogatbes
noA mMackamu Apyrux 601e3HeNn, Taknx Kak KPUNTOreHHbIN
renatuT, LMPPO3 HEACHOM 3TMONOTMUU, HAPYLUEHNS KUPOBO-
ro o6MeHa, WK e NPUYMHOM MOUCKa CTAHOBSATCH BbIsIB-
NIeHHble Npu 06CNefoBaHMaX B paMKax Apyrux 60ne3Hen
NnoBbllWEeHNe TpaHCaMUHa3, LMToNeHus, aHeMun. OTaenbHo
HuHa AneKkcaHfpoBHa paccKasana o HanpaBaeHusx paboTbl
LleHTpa — 3TO OLleHKa pe3ynbTaToB HeoHaTalbHOro CKpw-
HWHra, a TaK}Ke KOHCYyNbTauuKn JeTen Ha dTane AMarHOCTUKK

3a60n1eBaHnsa 1 COMPOBOXAEHUSA NPU IEYEHUN YIKE YCTaHOB-
NIeHHOM Ho3onornn. Kpome naumMeHToB ¢ HAacNeACTBEHHbIMM
60/1€3HAMM HAKOMNEHUS, B YCNOBUAX MEAIMKO-TEHETUYECKO-
ro ueHtpa MAIrKb HabnogaloTca AeTU C BPOXKAEHHBIM MMMNO-
TUPEO30M, BPOXKAEHHON ANCOYHKLMEN KOPbl HAAMOYEYHU-
KOB, MYKOBUCLMAO30M, CMMUHANbHOW Mbllle4YHON aTpoduen
M MblleYyHon anctpoduen oweHHa. B npogonkeHme coob-
LeHMa cneuManmcT noapobHO OCTaHOBMMAACh Ha KIWHUYeE-
CKMUX MPOSIBIEHUSAX JIM30COMHbIX 60Ne3HEN HaAKOMEHUS,
BKJ/IOYalOLMX B cebsi noparkeHne nevyeHun, 1 oco6eHHOCTAX
anddepeHumnanbHON AMAarHOCTUKKM 3TUX cOCTOSAHMI. Oco6o
6b1N10 0TMeYeHo, YTo ana AJIKJ1, Hapaay ¢ renatomeranven,
XapaKTepHbl NPOsABAEHUs cTeaTo3a, YTo TpebyeT npoBeje-
HUWS HE TONIbKO YNbTPa3BYKOBbIX UCCe0BAHUI, HO 1 GUBPO-
anactomeTpun. Take OblI0 OTMEYEHO, YTO AMarHOCTMKa
OJIKNT Ha 1-m 3tane npoBOAWUTCS PYTUHHBIMM MeToAaamMu
o6cnenoBaHusl, TaKMMK Kak GMOXMMUYECKUE NCCiefoBaHNs
("MNMOHBLIN 0OBMeEH, nevyeHoYHble GepMeHTbl), UHCTPYMEH-
TanbHas AWMArHOCTMKA, a MPW BbIIBIEHUW XapaKTepHbIX
NPU3HAKOB Ha 2-M 3Tane NpPoBOAWUTCS AMArHOCTUKa B crne-
LMannu3npoBaHHON BUOXMMHUYECKON TabopaTopum METOLOM
CyXux nsATeH KpoBW. BaxHo oTmeTtuntb, 4yto AJIK/T nmeet
naToreHeTMYecKyto Tepanuio — 3To npenapaT cebenunasa
anbda, 3aperncTtpupoBaHHbii B Poccuickon depepaumm
¢ 2017 r. Ha cerogHsilWHWA AeHb HAKOMAEHO A0CTaTO4YHO
onblTa ¥ UCCneaoBaHKM Mo NPUMMEHEHUIO AaHHOTO nNpenapa-
Ta. Janee JOKTOp npvBena cTaTUCTUKY nauneHToB ¢ AJIK/
Ha 6a3e ueHTpa — u3 10 naumeHToB BCEro y 1 M3 HUX
Tepanua HavyaTa B BO3pacTe [0 5 neT, XOTa KAMHUYECKue
NposBAEHUSA OTMEYaNnChb y BCex AeTel 3HAYUTENbHO paHb-
we. B KavyecTtBe mnntocTpaumMm AMarHOCTUHECKOrO MOWUCKaA,
npuBellero K BoianeHuto AJIKJ1, npuBeaeH KNMHUYECKUN
cllyyan pebeHKa 7 JIeT, KOTOpbIn 06paTuics B CBSA3U C pas-
BMBLUENCH MKTEPUYHOCTbIO CKSiep nocne nepeHeceHHon
KULWEeYHON uHpeKuuun. Mpu obcnegoBaHnn BbiBEHbI yme-
peHHasa renatoMeranus, NoBblilleHNE NeYeHOYHbIX GepMeH-
TOoB A0 10 HOpM, a TaKXe MOBbllleHWEe YPOBHS O6LLErO
6unnpybuHa. B guHaMrMKe oTMevanncb CHUXKEHWE NeYeHOou-
HbIX GEPMEHTOB 0 2 HOPM, HapacTaHMe ypPOBHSA 06LLErO
6unupybuHa 3a cyeT HenpsamMon ¢pakunun. Ang nposegeHns
KOMMJIEKCHOro 06cnefoBaHna pebeHOoK 6bil HanpaBfeH
B CTauUMoHap, rae 6bll OCMOTPEH FEHETUKOM M Hanpas/eH
Ha onpefeneHne akTUBHOCTM JIMB0COMHOM KMCNOW Nnnasbl.
Mpun nccnegoBaHmm 6GbIN0 BbIIBIEHO €€ 3HAYUTENIbHOE CHU-
EHWe, a TaKXe MOJIEKYNSPHO-TEHETUYECKM MOATBEPKAEH
[OJIKJ1. Cpasy nocne nocTaHOBKKM AMAarHo3a MHULMUMPOBaHa
naToreHeTuyeckas Tepanus. Ha MOMEHT Hayana Tepanuu
y pe6eHKa OTMeYanucb 3Ha4YuTeNbHOE MOBbIlIEHWE TPaHC-
aMWHa3, XofiecTepuHa, NUMNONPOTENI0OB HU3KOM MIOTHOCTHU
(JIMHM), renatomeranus, cnabbii GUOPO3, TAKENbIN CTEaTO3
nevyeHun. Yepes roa nposeaeHus 3T npu obcneaoBaHUu
YPOBEHb NevYeHo4YHbIX pepMeHTOB cOOTBETCTBOBAN 1,5 HOp-
MaM, ypoBeHb xonectepuHa u JINMHI — B npegenax HopMbl,
nevyeHb He yBenuyeHa, GMOPO3 OTCYTCTBYET, COXPaHSeTcs
NIerknn cTeaTol3 neyveHu. lNpeacTaBneHHbIM KJIMHUYECKNUH
npuMMep O4YeHb HarnsgHO AEMOHCTPUPYET Ba)XHOCTb CBO-
€BPEMEHHOM [MarHOCTUKM M XOpOoLleh NpPeeMCTBEHHOCTHU
Bpayen BCex 3BEHbEB — B JAHHOM C/ly4Yae OT NepBbIX CUM-
NTOMOB A0 AMarHo3a v Ha3Ha4YeHUs NevYeHnsa NPOLLIO OKON0
6 mec.

3aKkn4unTenbHblin aoknag — «Peakoe 3a6oneBaHue
noa MacKon cTeaTo3a» — NpeAcTaBu/ 3aBeaytoLui oTaene-
HMeM racTpoaHTeposnorum ansa geten HKLL N22 dIrbHY «PHLLX
uM. akag. b.B. MNetposcKoro» A.m.H. AHApen HuKonaeBuy
CypkoB. B cBoeM goKknaje oH 6osee nogpo6HO pacckasan
o0 andodepeHumnanbHon auarHoctuke OJIK/1 n 6onee pac-
npocTpaHeHHbIX 3a6oneBaHnax neyeHn. Cteatold Hanbonee
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4acTo BbIABASETCS MPU HEaNKOrosbHOM XUpoBow 60nesHu
nevyeHu (HAXKBI), ogHako ocob60e BHMMaHWe B NiaHe HacTo-
POXEHHOCTU B OTHOLWIEHWWM PEAKMX 3ab0/ieBaHM OOMKHbI
npuenekatb nauyueHtol ¢ HAXKBI 6e3 136bITO4HOM Macchl
Tena v oXupeHus. B HacTosilee Bpems Ha 3Tane pas-
PabOTKM HaXOAUTCH MYNbTUAUCLMUNANHAPHBIA KOHCEHCYC
No HOMEHKNAType KMPOBbIX 3a60NEBaHNI NEYEHN, B paM-
Kax KOTOPOro BblAenseTcs cteato3Has 60/1€3Hb NeYeHU apy-
rol yCTaHOBIEHHOW NOKanuM3auuu, Kyaa, Hapsgy ¢ nekap-
CTBEHHbIM NOBPEXAEHWEM NEYEHU, BUPYCHbIM renatutom C,
uenvakuen, 6e1KOBO-IHEPTETUHECKOW HEJOCTaTOYHOCTbIO,
BXOAMT TaKXKe psg MOHOreHHbIX 3a60/eBaHUi, B TOM Yucne
OJTIKN. ONNIKT — 3To reHeTMyeckasi naTofiorusl, Kotopast
pa3BuMBaETCs NpPU HanuMyYuu mytauuu B reHe LIPA, B pe3ynb-
TaTe KOTOPOM HapyLlwaeTcs akTUBHOCTb IM30COMHOM KMC0#M
nnnasbl, YTO NPUBOAUT K YPE3MEPHOMY CUCTEMHOMY IN30-
COMHOMY HaKonaeHuio 3bUPOB XoNecTepuHa U Tpurnuue-
puaos. AJIKJT npeactaBnseTr cob6on pasfivyHble GeHOTUMbI
OT GbICTPO MpOrpeccupytolen netanbHOM MageH4YeCKom
dopMbl M TAXKenblX LETCKMX BapuaHTOB C Cepbe3HbiMU
OCNOXHEHWAMU, HaNnpUMep, LMPPO30M M NEeYEHOYHON Heao-
CTaTO4YHOCTbIO B MOAPOCTKOBOM BO3pacTe, A0 CYyOKIUHU-
4YeCKuX, MArkux dopm, nposiBnsowmnxcs B 6onee crapem
Bo3pacTte. 3aboneBaHne HOCUT MYNbLTUCUCTEMHbIA Xapak-
Tep. Y nauMeHTOB OTMeYaloTCs NMoparKeHue nevyeHu co cre-
aTo30M U GUOPOTUYECKUMU USMEHEHUAMM PA3INYHOM CTe-
neHW BblpaXKEHHOCTHM (BMIOTb A0 LMPPO3a), CrijieHOMeranms.
Na6opaTtopHble npuaHaku AJIK/T — NOCTOAHHO MOBbILLEH-
HbIM YpOBEHb anaHnHaMuHoTpaHchepasbl (AJ1T)/acnapTaT-
amuHoTpaHcdepasbl (ACT) (o1 2-5 HOpM [0 npeBbille-
HUS AaHHbIX nokasaTenen B 10-20 pas), Agvcannuaemus.
OTgenbHo noapo6HO 6blan paccMOTpeHbl Apyrue 3abone-
BaHMWS, NOJ MaCKOM KOTOPbIX MOXET cKpbiBaTbcs AJIK/I.
MauneHTsbl ¢ 4JIKJT MOryT AnmMTenbHO HabnoaaTbCcs ¢ TaKUMK
AMarHo3amu, Kak KPUNTOreHHbIM LMPPO3 NeyveHun, renatut
HesicHOM aTnonoruun. Takxe vacto AJIKJT npuxoantes and-
depeHunpoBaTh ¢ 601€e3HbI0 BunbcoHa — npu 060oux 3a60o-

neBaHngax 6yayT oTmedaTbcs noBbiweHue AJIT u cTeatos,
oaHako npu AOJIK/1 nokasatenu uepynonnasmvHa B KPOBU
1M Mean B Mo4e 6yayT B HOPME, a TaKKe He 6yaeT nopaxeHus
LUHC. OTtaenbHO AHapen HuKonaeBWY OTMETUA, YTO CKPMU-
HWUHI NauneHToB ¢ 601e3Hbi0 BMAbCOHA NO3BONUA BbISBUTb
60onbHbIX AJ1KJ1. B nnaHe auddepeHumanbHON AMarHOCTUKK
¢ HAXKBI rnaBHbIM oTanyunem ANKI1 aBnseTca 3Ha4YUTENb-
Hoe noBbllweHne yposHs JIMHI B cbiIBOPOTKE KPOBW, 3HA-
YUTENbHO ObICTPEE MNPOrpPeccupyeT MopaKeHUe neyvyeHH,
a Takxe ang nauueHTtoB ¢ AJIKJT xapakTtepeH HopMalb-
HbIl MHAEKC MaccChbl Tefa UAM MUHUMaNbHO WM3ObITOYHbLIN
Bec. Mo gaHHbIM 6uoncum nevyeHn — npu AJIK/1 BbiSB-
NIAeTCHA MWKPOBE3UKYNAPHbIA WX CMELlaHHbIM CcTeaTos,
Torga Kak npu HAXKBI — cTeato3 MakpoBE3UKYISAPHbLIN.
Moaxoabl K Tepanun AJIK/T — agveta ¢ orpaHWYeHUeMm
NOCTYNNEHUA NUNUAOB C NMUTAHWMEM, OAHAKO OCHOBHOW
MeToA neyeHuss — natoreHeTnyeckana P3T cebenunason
anbda, KoTopas ABNSEeTCd PEKOMOUHAHTHOW IM30COMHOM
KUCNOW N1Mnasoun, NpUBOASALWEN K yydllEeHUI0 MeTabonums-
Ma JMNUAOB WM YMEHbLUEHUIO HaKonaeHus abupoB xone-
CTEPUHA WU TpUrnMuepuaoB. B xoae aoknaga npuBeeHbl
[laHHble, AEMOHCTPUPYOLLIME, YTo 6narogaps NPUMEHEHU0
®3T HoBopoKAeHHble ¢ AJIKJT nepexxmnBanu BO3pacTHOM
py6ex B 1 roa, Torga Kak 6e3 tepanuu Bce AeTn nornéanu
K BO3pacTy 7 mec. Takum o6pa3om, NoABOAS UTOT AoKaaa,
MOHO BblA€NUTb K0YEBBIE MOJIOKEHUSA NO KIMHUYECKUM
HabnoaeHuam: AJ1KJT Heo6x0AMMO UCKAOYaTb Y MONOAbIX
XY[blX NALMEHTOB CO CTEATO30M MEeYEHHU, Y BCEX MALMEHTOB
C HEeOO6bACHUMbIM MOBLILEHNEM NEYEHOYHbIX PEPMEHTOB,
renatomeranuven, crnjieHomerannen, a TakKKe BO3MOXKHa
anccoumnauns Mexay 6eccMMNTOMHbIM TevyeHueM 3abo-
/leBaH1A U arpeccmMBHbIM NOParKEHNeM BHYTPEHHUX opra-
HOB. lpocTas AnarHocTMKa M AOCTYMHOCTb B PoccuincKon
depepaummn naTtoreHeTUH4ECKOM Tepanuu onpeaensoT
HEe06X0AMMOCTb HACTOPOXEHHOCTU B OTHoweHun AJIK/I,
[aloT nauMeHTam LWaHC BbIXKUBATb WM WUTb MOMHOLIEHHO,
KaK MX 3[10pOBbl€ CBEPCTHUKMW.



