[OO BINO AOHHMY MM.M.TOPLKOI'O
PAKbB r.AoHeLka

OCTPOBCKMM U.M., AOLEEHT KAPEAPHI MEAMATPUM Nel
ABAYAANH P.®., BPAH-NTATOAOTOAHATOM PAKB r. AOHELLKA




AUTEPATYPHbIE AQHHbIE

B nocneaHue rogbl BHMMAHWE wuccnenosaTenenm Bce Oonblue
npuBneKatoT opdaHHble 3aboneBaHUA, B TOM YUCNE XPOHUYECKUE
MHTEPCTULUMANbHbIe Bone3Hn nerknx y aeten. Co3gaHO HECKONbKO
HAaUMOHaNbHbIX PErncTpoB B YacCTHOCTU, MeXAYHAPOAHbIN PErncTp
neten 8 EC — chlLD-EU, HaumoHanbHbI dpaHUy3cKuM RespiRare,
ABCTpPana3snMnNCKana CceTb PerncTtpoB oOp@aHHbIX 60ne3Hen nerkux
ARNOLD wn pap. K uucny peakux 3aboneBaHMn B AETCKOMU
NY/IbMOHOJIOTMN OTHOCUTCA WMAMONATUYECKUM NETFoYHbIN PMbPO3
(MNP) — cmHapom XammeHa-Pnya



ANTEPATYPHbIE AQHHbIE

» B oTeyecTBEeHHOM nUTEpAType COODLIEHMNA Ha 3TY TEMY HOCAT
eMHUYHbIN XapakTep. MHormne aBTopbl B cBOMX paboTtax, a
TaK»Ke KIMHNYecKkme pekomeHaaumm no N1®, orpaHM4MBatoTCA
coobLueHnem o Tom, 4To 3aboneBaHue BCTpevaeTcs, B
OCHOBHOM, Y NOXWUbIX KHO MOKEeT BCTpe4yaTbCca U B bonee
MOJ1040M BO3pacTe»



AUTEPATYPHbIE AQHHbIE

STMOAOINA

» ODTnonorma cmHapoma XammaHa—Puya A0 KOHUA
He wu3BecTHa. OnpeaeneHHO, NPUCYTCTBYeET
reHeTMYyecKana CocTaBaAaAloLWan y Takmx 6onabHbIX. Y
naumeHToB ¢ UJ1® obHapyKeHbl aedeKTbl reHos,
cBA3aHHble C¢ Tenomepasamm (TERT wu TERC),
cypdakTaHTHbiMKN B6enkamu C (SPC) n A2 (SPA2) n
6enkom ELMOD?2



AUTEPATYPHbIE AQHHbIE
STHUMOAOTUNA

» reHeTnyeckme Bapuaumnm SFTPA1 6biamn cBA3aHbl €
npeapacnosioXXeHHOCTbD K uMAauonaTuyeckomy
neroyHomy Gmnbpo3sy, NpoTeKatoLWwemy € OAbILLIKON,
NEeroyHbIMM MUHOPUABTPATAMU WU BOCMAJIEHUNEM,
KOToOpoe nNpuBOAUT K OCTpOMY NOBpeXAeHUIo
NEerkmnx ¢ nocneayowmm pybuesaHnem nerovyHom
TKaHU



AUTEPATYPHbIE AQHHbIE

KAMHNHECKAA KAPTHMHO

» Beaywasa »anoba M CMMNTOM — OAbIWKA, KaK NpoABAEHUE
AblXaTe/IbHON HeAOoCTAaTOYHOCTU, MMetolen nporpeameHTHbIN
XapaKTep, B pAae CcayyaeB 3aKaHYMBAMOLWLEWCA MOCTOAHHOMU
KNCN0pPOa03aBUCUMOCTbIO. \Y nauneHTosB ycnesatoT
chpopmmnpoBaTbCA TUMNYHbIE NMPU3HAKM XPOHNYECKOU
AblXaTe/IbHON HEeAOCTaTOYHOCTU — CUMIMTOM «4YaCOBbIX CTEKOI»
n «bapabaHHbIX NanoYEK»




ANTEPATYPHbIE AOHHbIE
KAMHNHECKOA KAPTHMHO

[byoHaa Knetka aedopmumpoBaHa, HabnogaeTcd oTcTaBaHWe B
poCcTe N PasBUTUN. TUMNUYHbIE AaHHble ayCKY/AbTaUUU JIEeTKUX —

ANPPY3HbIE KpENUTUPYIOLLME XPUNbI.

B KayecTtBe unatoctpaumm npusogmum mncroputo 6onesnun Usana I,
4 net 10 mec, HaxoamMBLUErocaA Ha nevyeHun B PecnybamKaHcKoM

AEeTCKON KIMHU4YecKkon bonbHuue r. loHeuKa.



» PebeHokK oT IV bepemeHHoOCTH, Il poaoB, macca Npu PoOXKAEHUN —
3200. Ha rpyaHom BCKapmnausaHun Ao 2 mecaues. C nepsbiX
AHEW }XU3HU, CO CNOB MaTepn, OTMEYEHO YYalleHne AblXaHuA, B
MeANLUMHCKON AOKYMEHTauMm 3Tn ceegeHmna otcytcreytot. C 3-ro
mecAaua HabaoaaeTcs oTcTaBaHMe B macce Tena, AepuunT maccol
K rogy coctasun K roay 2 Kr 800 .

» Ctapwmnint 6paT ymep oT nanonatmyeckoro 3aboneBaHmA Nerkmx.




» C 4-ro mecaua — npoasneHuna paxuta | — |l cteneHu, 8 4% mecaua
nepeHec OPBU. B 6 mecAaueB anarHoctmpoBaH BIC (BTOpUYHbIN
nepeKkT mexnpeacepaHoM neperopogkn) ¢ aAnnataumen npasbix
otaenos cepaua, PB — 66%, neroyHon runepTeH3mnen | cteneHu
(naBneHue B neroyHomn aptepumn 24,3 mm.pt.cT), CH I-lIA.




» B Bo3pacte 8)2 Mmec. nepeHec [ABYCTOPOHHIOKO 0O4YaroByto
BHeOONbHUYHYIO nNHeBMOHUIO. B Bo3pacte 1 roa 1 mecay
Haxoaunca Ha obcnegoBaHUM B OTAENEHUU KapAUOXUPYPruu
MHBX, roe 6blno 3anogo3peHa BPOXKAEHHOE UAMOMNATUYECKOE
3aboneBaHue nerkmx. OT KOHCyAbTaLMmM B cneumnanm3npoBaHHOM
ueHTpe PO poantenmn so3geprKaamco.



» B Mmeauko-reHeTnyeckom  uUeHTpe  MOCKBbI  npoBeAeHo
nccnegoBaHne ob6pasuoB KpoBu pebeHKa - amuHoaumaonaTtum,
OpraHu4Yeckue aumaypum m pedektbl MUTOXOHAPUANbHOIO beta-
OKUCNEHUA HEe BbIABNAEHbl, OOHapy)XeH peaKUn reTepo3nUroTHbIN
BapuaHT SFTPA1l ¢ Heun3BeCTHbIM KAUHUYECKUM 3HadyeHuem, reH
KOTOpOro Koaupyetr wusodopmy CcypPaKTaHT-aCCOLUMMPOBAHYOTO
benka SPAl, onNuMcCaHHyO Yy MNaUMEHTOB C MANONATUYECKMM
dnbpo3npyroWMM a/IbBEOSTUTOM.




AHOMHE3S

» B Bo3pacte 1 roga 8 mec. neuymnnca 8 PAKB r. lloHeukKa, rae
Obl/I0O  BbICKA3aHO NpeanonoxKeHne o6 umanonaTUYecKom
andodysHom ¢mnbpose nerkmx (cmHapome XammeHa-Puya), B
TepPanuio BK/IOYEH NpeaHM30JI0H, a Yyepe3 noaroada, Ha GoHe
npuema noaaep:msatoLlein Ao3bl npeaHmnsonoHa (5 mr/cyt) —
a3aTUOMPUH.



B 3 rona B ¢ cBAI3N C BbIIBNIEHHOW ABYCTOPOHHEN MHEBMOHMEN HaxoAUANCA Ha
neyenne B8 PAKB r. [loHeuka c¢ AMArHO3oOM: MAMOMATUYECKMU ANPPY3HbIN
dnbpo3s nerkmx (bonesHb XammeHa-Puya). XpoHuyeckas  neroyHas
HepocTtatoyHocTb, |l ctenenn, OOO, CHO, ABYCTOPOHHASA BHEDOO/IbHUYHAA
NoJIMCErMeHTapHas NHeBMOHUA. benkoBo-sHepreTnyeckaa HeAJoCTaTOYHOCTD.
[MepBUYHLIN  MMMYHOAEPUUMNT, HEYTOYHEHHbLIN. 3agepXKKa BCeX BUAOB
pa3BuUTUA. BopoHKoobpasHaAa  rpyaHaa  KaeTka . Annepruyeckum
KepaToKoHbloOHKTUBUT OU, OPBU




B Bo3pacTe 3 roga 7 mecAaues Haxoamnca Ha nedyeHmn 8 GOy BO CMNBEINMMY
MwuH3npaBa Poccumn ¢ gmnarHosom: UHTepcTnumanbHoe 3aboneBaHUe NErkux.

XpoHnyeckaa AblxaTeNbHaa HegocTtaTodyHocTb | creneHn. [dwucnnasus
CoeANHUTENIbHOW TKaHU. BopoHKoobpa3Haa gedpopmauma rpyaHOM KAETKWU.
3aaeprKKa dunsnyeckoro Pa3BUTUA C 6enKoBO-3HEepPreTn4YecKom

HEeAOCTAaTOYHOCTbO. WMHPEKUMOHHO-aI/IEPTMYECKUN  KOHBIOHKTUBUT 0bBOUX
rna3. bnedaput. 3aaepKKa NCUXOMOTOPHOrO pa3BUTUA. 3aZleprKKa pPeyvyeBoro
PA3BUTUA.




» C 3TOro BpEMEHU MNOCTOAHHOM Kanobown cTana

O/bILLKa, a AB/IeHUS NblXaTe/IbHOWM
HeJ0CTaTOYHOCTU HapacTa/u. Habntopancs
pecnybanKaHCKNMm BHELTaTHbIM NEeTCKUM

nynbmoHonorom. B so3pacte 3 roga 10 mecaues B

CBA3M C pPe3KMm yxyaweHunmem COCTOAHMUA
rocnutannsnposaH 8 OPUT PAKB.



[lpn NnocTynaeHnn — coctoaHue Taxenoe. lanHa tena — 86 cm, macca
— 8,8 Kr (poct n macca 3HAYUTE/NIbHO MeHblle 3 nepueHTUNA No
BO3pacTy). KoxKHble NMOKpoOBbl baeaHble, C LMAHOTUYHbIM OTTEHKOM,
LMAHO3  HOCOrybHoro TpeyronbHuKa. OpablliKa  CMELaHHOro
xapaktepa, Y4 — 40/muH., SpO, — 86%. MNepKyTOPHO Had NerkMmu
NIErOYHbIM 3BYK C KOPODOOYHbIM OTTEHKOM, MECTaMWU C Yy4YacCTKamu
nputynneHna. MNMpu ayckynbTaumm AblXaHUE XecTKoe, ocnabneHHoe,
BbiC/yWMBAOTCA ANPPY3Hble Kpenutupylowme xpunbl € o0benx

CTONAL)




[leaTenbHOCTb cepALa pUTMUYHAA, TOHbI npurnywenHsl, HCC —
130-150/muH., Al — 90/60, A3bIK BAaXKHbIN. }KNUBOT MATKNN,
He B3ayT, be3bone3HeHHbIN. [TeyeHb +2 cm OT Kpaa pebepHoun
ayru, ceneseHka He nanbnupyetca. CTyn KOPUYHEBDLIN,
opopmaieHHbIN. MovyenucnyckaHme He HapyLweHo. 3a CYTKU
BbiNnnTO U BBeaeHo 1200 mn, sbigennn 550 mn.




AQDOPATOPHbLIE AQHHbIE

B nepudepunyeckon Kposu: Hb — 154 r/n, 3y — 4,9 T/a, UM — 0,9, Pu —
0,0004 I/n, Nu—12,3T/n,n—12%, c —84%, n— 3%, m — 1%. CO3 — 6 mm/uac.
O6LWwun aHanus mouym — Hopma. Obwmimm 6enok — 72 r/n, bunnpybun — 11,8
MKMO/b/N, 3a cyeT HeKoHblornposaHHoro, ACT — 44 Ea/n (Hopma — oo 38
Ea/n), ANT — 41 Epn/n (Hopma — no 40 Ean/n), rnoko3a — 3,2 mmonb/n,
MmouyeBuHa — 4,2 MMmonb/n, KpeaTUHUH — 61 mmonb/n, KeToHoBble Tena — 40
Mr% (Hopma — go 20 mr%), ammnasa — 76 mr% (Hopma — 8o 100 mr%).



Ha3HayeHa aHTMbaKTepumanbHaa, MHOY3MOHHAA, CMMNTOMATUYECKAS
Tepanma Ha poHe NOCTOAHHOM KMUCAOPOAHOWN NoaaepKKn. HecmoTps
Ha NPOBOAMMYIO Tepanuio COCTOAHME NPOrPecCUBHO YXYALIANOCH,
HapacTana AblxaTeNbHasA HeAOCTAaTOYHOCTb, B CBA3M C 4YeMm
npousseaeHa WHTybauma Tpaxen, HanakeHa WBJl. lposeneHHble

PEeaHMMaLMOHHbIE MEPOMPUATUA YCIEXA HE MMEJIU U HA BTOPbIE CYTKM
npebbiBaHna B OPUT pebEHOK CKOHYancA.




AQHHbIE AQYTOMNCUMU

Jlerkue npu nanbnauuMm BO BCEX OTAeNax MNOHUMKEHHOW BO3AYLIHOCTY,
PEXXYTCA C XPYCTOM, Ha pas3pese TKaHb /NEerkmMx BO BCeX OTaAenax
HEepaBHOMEPHOro KpOBEHanoJIHEHUsi, MO3an4yHOro BMAa C 4YepeoBaHUEM
YY4aCTKOB 6e3 YeTKUX KOHTYpPOB, PO30BATO-CEPOro, CepPO-KPaAaCHOro U TEMHO-
CUHIOWHOro BMAAa, HEepaBHOMEPHOW MJIOTHOCTU OT MSATKO-3/1aCTUYHOMN A0
NJOTHOM KOHCUCTEHUMW, YacCTb M3 KOTOPbIX CAErka BbICTyNnaeT Haa
NOBEPXHOCTbIO paspesa U UMeeT MEeJIKO3EPHUCTYIO MOBEPXHOCTb, BO BCEX
NONAX NEerkux paspacraeTcs B BUAE TOHKMX Npocsioek benecosatan NAOTHaA
TKaHb. BPOHXM MMEIT MNNOTHO-3N1aCTUYHbIE CTEHKM W B BUAE «TYCUHbIX
nepbeB» BbICTYNalOT HajJ NOBEPXHOCTbIO pa3pesa Ierkux.




» B TKaHWM Nerknx BblIABNEHO  pa3pacTaHMe MNJIOTHOM  BOJIOKHUCTOM

COeAUHNTENbHOW TKAaHM B MEXa/IbBEONAPHbLIX MNeperopoaKax, BOKpPYr
OpPOHXOB M COCYyAOB, B MEKA0/bKOBOM [MPOCTPAHCTBE M B MNPOCBETE
HEKOTOPbIX anbBeos, MecCTamu C nponndepaunen PmnbpobnactoB u
OYaroBbIMW CKOMNEHUAMM MAaKpPOdaros B NPOCBETE MHOTUX a/IbBE0J1, TO €CTb,
BbIABNE€Hbl  MaKpPO- U MUKPOCKOMUYECKUE  U3MEHEHMA,  KOTOpble
VKNa4bIBatOTCA B MOPQPO/IOTMYECKYIO KapPTUHY MAMONATUYECKOTrO JIErOYHOTO
dnbposa (namonatnyeckoro ¢dmbpo3upyroOWEro anbBeOANTA) C HAANYMEM
0YaroB MHEBMOCK/1EPO3a N KapHUDUKaLUN.




BbIBOABI

[laTonorna nerkmx npuBena K AeKOMNeHcauum cepaeyHou
NeATeNbHOCTM C pa3BUTUEM AunaTauun NPaBbiX OTAENOB cepaua M
BO3HUKHOBEHMUIO XPOHNYECKOM NeroyHo-cepaeyHoun
HEeJOoCTaTOYHOCTU, MOPPONOTMYECKMMUMN MPOABNEHUAMU KOTOPOMU
ABMNNCb HEPABHOMEPHOE KPOBEHAMNONHEHNE BHYTPEHHUX OPraHOB C
NPENMYLLLECTBEHHbIM BEHO3HbIM NOJIHOKPOBUEM 7

reMmoAMHaMNYECKUMMU HapYyLLEeHUAMMN, ABYCTOPOHHUMN TUAPOTOPAKC
(no 300 mn), «MyCKaTHAA» Ne4yeHb.




BbIBOABI

[laHHOe coobOwWeHne noaTBepPXAAeT, YTO MAMNOMATUYECKUM
NeroyHbin pubpo3 B paHHEM BO3pacTe xapaKtepusyetca ObICTPO
NPOrpeccnpyrowmm TEeYEeHUeM, 7 NPOrHo3 ocTaeTcs

HebnaronpuATHbIM  AaXKe npu CBOEBPEeMeHHOW BepudUKauUu
AnNarHo3a.

brazo0apro 3a 6HUMAHUe!




