OO BIO «[loHeukn HauMoHanbHbIN
MeaUUMHCKNIN yHmBepcuTeT nm. M.['opbkoro»
Kadenopa negmnatpum Ne3

N
BpoxxaeHHble coYyeTaHHble

nopaxeHus rnas v cepagua y geteu
\ J

ey

pou. boparorosa E.B.,




«Y rnas n cepgua gpyxxeckas CBA3b ...»
(Yuneam LWekcnup)

[NopaxeHue NopaxeHue

rnas cepaua

BpoxaeHHble
NMOPOKU pa3BUTUA

B kHUre nanoxeHo 6onee 400 | HacneacTeeHHbie OK30reHHbIe

HacrneacTBeHHbIX bone3Hen un
reHeTUYECKN AETEPMUHNUPOBAHHbIX MynbTu-
CUHOPOMOB cdakTopnanbHble




[Topoku cepaua v rnas Yyalle BO3HUKAKOT Ha 3-7-1 Heq

HepBHas Tpybka c opga  CKnepoom
AdepmomMuoTom HeBpoLenblo

<

Me3eAXxuManbHble
" KNeTKu

L

BonbdoB MapHble aopThl, MepBUYHbLIE KaHanbubl
NPOTOK BbICTNaHHbIE SHAOTENUEM KNEeTKU KPOBU NEepBUYHON MOYKU



Cxema pa3BuUTUA rnasa

Iaasznoii TIBYCTEHHBII Buyrpennsin) | Coberenno
ny3ssipex (1) e — crenka (3) CeTYATKA
-—h (BLINHYHBAHHE | — = DoKan >
HCPBHOMN (2) Hapy:knas ITurmenTHBIR
TpyOKH) ) | crenka (4) 7 cnoii ceruarin
\A Mpimusr
PAnYKKH

Xpycraink

Porosuna
Pritianicejinr bl Craepa
“Kprmaim“u APt L h!!l.-ln'.;.\‘ %
raa3noii Gokan ™
< 000J0MKA
_ Pajyxka
B“Eﬂ';’:'wn“ » | CTeKI0BH/IHOE
! Kal TEI0




CumMmnTOM «KoLwadybero rnasa»

FonyOble cknepbl


https://commons.wikimedia.org/wiki/File:Coloboma-2.png?uselang=ru
https://commons.wikimedia.org/wiki/File:Coloboma-2.png?uselang=ru

AMNUKaAHT U rMnepTeriopusm rnas

INHKAHTAJIbHbIC r
CKJIAAKH L

INHKAHT - KOKHAS CKJIA/1Ka BEPXHCI0 BeKa,
O0XBATBLIBAIOWIASI BHYTPeHHMI yroa riaza. Oua Buana y
O0YCHb MAJICHLKHX J1€TeH, 2 TAKKE BCTPEHaeTcs y J0j1eH
A3HATCKOIH packl.



Puc. 3. Cungpom Mapgpana. Aucrokayus Xxpycmaruka B BepXHeHapyXHOM KBagpanme A — npasoro raa3a; b — aeBoro raasa

Mourosionauslii pazpes rias

AHobTanbm

AHTUMOHrononaHbIN

Uuknonua pa3pes rnas



CuHapom Bunbsamca (MKB-X: Q25)

CWMHOHUMBI:

*Bunbamca-benpeHa cmHgpom,
"MHJAHTUNbHAA r’MNepKanbUnemMms,
*"NMALO anbda C rmnepkanbunemMunen,
“WBS — cuHapowm,

*OMW/M: 194050

Hactota:  1:13700-1:25000 %%
[eHeTuKa: \» e |

"MUKpogeneuus B obnactu 7q11.23, 3aTparmBatoLlas
reH anacTtuHa.

=CuHApPOM Yalle criopagnyeckmmn, npm CEMENHON
dopme 3aboreBaHns — ayTOCOMHO-OAOMUHAHTHOE
HacriegoBaHue.



CuHapom Bunbsamca (MKB-X: Q25)

VicTopumna onncaHua:
1952 r. - Bnepsbie onucan G. Fanconi.

1961 r. — nogpobHO onucan getcknn kapaunoror n3 Hosoun
3enaHgmun . Bunbamc npu nayvyeHmn ocobeHHOCTeN
Pa3BUTUA cepaeyHO-COCYaNCTON CUCTEMBI Y OETEN C
XapaKTePHbIMU BHELWHUMWN NPU3HAKaMnU U YMCTBEHHOM
oTcTtanocTbto. OH 0bpaTnn BHUMAHME, YTO HEKOTOPbIE U3
ero nauneHToB NOMMMO CXOOHbIX Cepae4YHO-COCYANUCTbIX
OedekToB (LWyMbl B cepale, Cy>XeHne KpyrHbIX coCcyaoB, B
4YaCTHOCTU HagKnanaHHbIN CTEHO3 aopThl) BAODABOK
UMENN CXOAHYIO BHELLIHOCTb U YMEPEHHO BblpaXXeHHYH

YMCTBEHHYIO OTCTaNoCTb.
1962 r. — He3aBuCKMMO onucan cMHapom benpe.



CuHapom Bunbsamca (MKB-X: Q25)
KnuHnyeckne npnsHaku:

*[1pn poxxaeHuu - H1n3Kkaa macca (3BYP).
B nepuoge HOBOPOXXOEHHOCTU:

*PECNMPATOPHBbIN ANCTPECC-CUHAPOM (3%);
¥ =runornukemmus (3%);

=TpombBouutoneHns (3%);
S 8 =centmuemus (1%);

v ! =kapamoBackynspHas natonorus (47%).



CuHapom Bunbsamca (MKB-X: Q25)
KnuHnyeckne npumsHakm:

CBoeobpa3sHoe CTpoeHme nvlua
"LUIMPOKUN N¢— |
"VMMoueHHa
"KOPOTKUN H(
Bnepes Ho3d = &
"OTEYHOCTb B & s
‘nonHble el St
=3BE34aTbIl PUCYHOK pau,y>|<|<|/|




CuHapom Bunbsamca (MKB-X: Q25)
KnuHnyeckne npumsHakm:

55

*POT: nosHeie ryo.i.

*3yObl: TMNOAOHTMUA,

MWKPOOOHTUA.




CuHapom Bunbsamca (MKB-X: Q25)
K.IWIHM‘-IeCKMe NPU3HaKW:

*Kndgpockonmos

*OrpaHunyeHne noaBMXHOCTU B CycTaBax
*[‘MnepkanbunemMuns

*[pybbI TEMOP ronoca



CuHapom Bunbsamca (MKB-X: Q25)
KnuHnyeckne npumsHakm:
UacTo BCTpeyatoTca Nopokn pasBuUTUA cepaua:
"HagKnanaHHbIN CTEHO3 aopPThil,
"HaaKnanaHHbIM CTEHO3 NIero4HON apTepuu,

"CTEHO03 nepudpepnyeckmnx BETBEN NIErOYHON apTepun,
=nedeKkTbl Neperopoaok cepaua.

Bepx
.. _Nonas BeHa . -




Puc. 1. KoMmnborepHan TOMOrpamMmma naymesricn X., Puc 2. KoMnsioTepMas TOMOrpamMma naumenTim X,
37 ner. Hapgxnanassbii CTeHo2 aopThbl (YKasaHo nocne onepauMn: AMCKpPeTHbIR HagKTanaHHbIi CTeNo3

CTRenKon) AOoPTHE YCTPaKEeH ¢ NOMOLLLIO ayToNepUKapanansHon
3annarsi (YKazaMo crpenxon)

Togypos b.M. Cnyyan ycnewHon KoppeKkuum HagknanaHHOro cteHo3a aopThl Y
nayueHTa c cnHapomom Bunbsmca — bovpeHa «Kapaioxipyprisa Ta iHTepBeHLUinHa
kapaionorisi», Ne 2, 2015. — C. 53-55.



CuHapom Bunbsamca (MKB-X: Q25)
KnuHnyeckne npnsHaku:

CoeanHUTENbHOTKAHHbIE
HapyweHnsa (aeduunTt anacTuHa):

"IPbIKU;

"TUMNEePPacTAKNMOCTb KOXKN
(«CcTapag koxa»);

"TyronogaBmn>xHoCtb CyCTaBOB,

=cocygucTas aptepuanbHas
rmnepTeHsuns.



CuHapom Bunbsamca (MKB-X: Q25)
KnuHnyeckne npnsHaku:

[Touku:

“rMnonnasns NoYex,
=0fHa NouKa,
*Ta3oBagd MNo4ka,
"HepPOoKanbLNHOS3,
"novyeYyHas HegoCTaATOYHOCTb,
"CTEHO3 NMNoYe4YHOoN apTepun.




CuHapom Bunbsamca (MKB-X: Q25)
KnuHnyeckne npnsHaku:

;

[letn c cnHapomom Bunbamca otnnyaroTcd
KOTHUTUBHBbIMU U NOBEAEHYECKUMUN OCODEHHOCTAMMW.
B paHHeM Bo3pacTe XxapaKTepHO OTCTaBaHUE B
NCMXOMOTOPHOM U pe4yeBOM pa3BUTUU, B

OanbHeuLweMm pa3BmBaeTCcd YMCTBEHHAs OTCTaNoCTb
Pa3NMYHOWN CTEMNEHU BblPaXEHHOCTMN.



OCcob6eHHOCTN NCUXNYeCcKoro crartyca

"3a4epxKa ymcTBeHHoro passuntumsa (nx IQ okono 60);
EMOMV/T RORHUKHVTR NMhnhnemMmekl ¢ UTeHnemMm nmMckMOM 1A
VImripeccusHas peyb (0T nart. «impressio» — BneyartsieHme)

odHa 13 opM peyn, NOHMMaHMe YCTHOU UM NUCbMEHHOM
peyn. ['pn OTKNOHEHUSAX B AEATENBHOCTU aHaNM3aTopoB
HEPBHOW CUCTEMbI YENIoBEKA NMNpeccuBHas doopma peun
MeHsaeTcsa. Hanpumep, ycTHas uMmnpeccmBHaga pedb NMI0OeEN C
MOHMXEHHbIM CITyXOM MOXET 6a3npoBaTbCs Ha BU3yasibHOM
BOCNPUATUN, KOrga nponsHocumMble cobeceqHNKOM CrioBa
pacrnosHatoTcs No apTUKYNALNOHHBIM OBUXEHNAM ryd n T4,

AKcripeccusHas peyb (0T nart. «EXPressio» — BblpaXXeHue) —
npouecc popmMmMpoBaHUSA BbiCKa3biBaHUA B BUOE aKTUBHOM
YCTHOW PEYM UMMM CaMOCTOATENBLHOIO NUCbMa.



OCcob6eHHOCTN NCUXNYeCcKoro crartyca

"XOPOLLUO pa3BuTa YCTHaA peyb,
Npu 3TOM OHa 3MOLMOHAasIbHA,
Bblpa3nTerbHa 1 gaxe
MO3TUYHA;

=0bnagatoT My3blKasribHbIM
TanaHToM.

OHU He cnNOCOOHbLI PMKCUpPOBaTL BHUMAHME HA MHOIMUX
Bellax, 3aTo crnywaTtb My3bIKY, NeTb UIN UrpaTb Ha
MY3blKalbHbIX MHCTPYMEHTaX MOryT C 3aBUOHbIM YNIOPCTBOM.
BONbLWMHCTBO M3 HUX HE YMEIOT YnTaTb HOTbI, 0bragas npu
9TOM abCOMOTHLIM CINYXOM, UCKNIOYNTENBbHBIM YYBCTBOM
pUTMa U NpeKkpacHoM My3blkanbHON NaMATbLIO.



OCcob6eHHOCTN NCUXNYeCcKoro crartyca

Letn c cuHaopomMmom Bunbsamca 4pe3mepHO OOLLUUTESNBbHbI
N OTKPbITbI, OOAHAKO UM CINOXHO (pOpMUpPOBaTbL
Opy>Xeckne B3aMMOOTHOLLEHNSA, OHU 4YacTo He
NOHMMAIOT IMOLMOHANBLHOIO COCTOAHUA U UCTUHHbBIX
MOTMBOB MOCTYMNKOB APYrnx rnogen, 4to obycrnosnmBaet
oedonunTt counanusaumm n B3anMHON KOMMYHMKaLUN.




Knnunyeckum cny4vyam

[Toa Hawmm HabnogeHnem HaxoauTca pedbeHokK
Mapua K., 8 ner.

AHAMHE3 3ABOJIEBAHUA:
BI'C BbisiBNeH Ha 11-e CYyTKM XU3HN.

B Bo3pacTe 8 mec. AnarHoCTUpOBaH CTEHO3 NpaBou
BETBW neroyHou aptepumn c A p 35 MM.pT.CT.,
HaaKnanaHHbIM cTeHO3 aopThl ¢ A p 30 MM.PT.CT., Ha
A0 HUcX. Ap 26 MM.PT.CT.

B 10 mec. B reHETUYECKOM LIEHTpe NoATBEPXXOEH
cuHgpom Bunbamca.

HeogHoOKpaTHO npoxoguna obcnegoBaHMe U fieYeHmne
B kopanonornvyeckom otaeneHue KB Nel
r.doHeuka n MHBX nm. B.K.['ycaka.



AHaMHe3 XWU3HMN:
Ot | bepeMeHHOCTU, NPOTEKABLLEN C
nnenoHedpputom, aHemuen, OPB B | u Il
TPUMECTpPAX.
Poabl |, B CpoK, AnutenbHbIN 6€3BOAHbIN Nepunoa,
nnayeHTa n o6ono4YKkn nNpokpalleHbl B 3€MeEHbIN
uBeT. [leBo4yka poaunach C 3agepxXKkoun
BHYTPUYTpOOHOro passutuns. Macca tena 2550,0 r
pocT 50cm. OueHka no wkane Anrap 4-5 0.
Ha rpygHom BCcKapmninBaHuUn 4o 2 MecsLEB.
OTcTtaBana B 13n4eCcKoM 1 NCUXOMOTOPHOM
Pa3BUTUN.
Ha nepBom rogy *mn3Hu Habnoganaco
HeBpOonaTosfioroMm no NoBoAy nepuHartanbHOro
rmnokcmyeckoro nopaxeHuna LIHC.



AHaMHe3 XXU3HM:

*B 5 mecaueB onepupoBaHa no nosoay
KaBepHO3HOW reMaHrmombl nNpeansevyby,

"B 2 roga 6 MmecsueB - N0 NOBOAY NaxoBOW MPLIXKN.

*B 3 roga no aaHHbIM Y3W anarHoctmpoBaHa
MeaynnapHasa aucrnnasmus rnovek.

*B 4 roga oKynucTom BbIsiIBIIEHA MTMNEePMETPONUA.

*AnnepronorM4ecknm u cEMenNHbIN aHaMHE3 He
OTATOLLIEH.

=[leTcknmun nHdekumnsmmn He bonena. He npusura.



OOGBLEeKTUBHbLIU CTATyC
=CoCTodAHME Npn NOCTYNNEHNN CpeaHenN TAXKECTU MO

OCHOBHOMY 3aboneBaHno, CaMovyBCTBUE
YIOBITIETBOPUTENBHOE.

* BbipaxkeHa rmnepakTUBHOCTb C A4edPULUMTOM BHUMAHUA.
= dusmnyeckoe pasBuUTme HU3KOeE.
* [lnuo «anbgay.

= KOXHble NMOKPOBbI U BUOUMBIE CITU3NCTbIE 0BObIYHOW
OKpacCKu, YNCThble.

* [nneptpoduna HEOHbIX MUHOANWH | cTeneHw.
= [lepudpepunyeckne nMmMdooyarnbl He yBENNYEHDI.

= Hag nerkmumum nepKyToOpHO JIeroYHbIv 3BYK, Npu
aycKynbTauum - Be3aukynapHoe abixaHue. Yl 26 B MUH.

= [paHuUbI cepaua B npegenax BO3pacTHOU HOPMbI. TOHbI
cepaua pUTMUYHblE, CUCTONUYECKUN LLUYM Hag
npeacepge4vHon obnactbro. YCC 92 B muH. ALl 90/60
MM.PT.CT.




. IBHbIX cTaTyC
.. pe3bone3HeHHbIN Npu nanbnauum.

2J1E€3EHKA HE MallblNMnMpyeTCA.
1X OTEKOB HET.

CobcTBeHHOe HabnoaeHue

KNUHWY. OBCNEOOBAHME
aH. KpoBU KNUnH.: 3p.-4.4 T/n, Hb
168 r/n, UM -1.1, J1.-6,2 I'/n, n.-1,
c.-54, n.-33, m-9, 3-3, CO3-6 mm/yac,
cBepT H-3 MUH K-4 MUH, annT.Kp. 30 C

[ ntoko3a kpoBu-4.09 mmons/n, oposomykona-0,15
ye, ACJI1O 100 ME/mn, CPbB-4 mr/n, octaTo4YHbIN
asoTt 1.7 mmonb/n, modyeBmuHa 3.6 MMonb/n,
kpeaTuHnH 0,052 mmonb/n, ounupybuH ooduw,. 14
MKMonb/n, npsimon 4 mkmons/n, ACT 0,21
mmonb/n, AJIT 0,27 mmonb/n, kanun 3,9 mmonb/n,
HaTpun 141 mmonb/n, xnop 109 mmone/n, odLwun
oenok 88 r/n.



Ixo-KI': HapgknanaHHbIN CTEHO3 aopThil,
BOCXOAsLaa aopta B PopmMe «NecOoYHbIX HacoB» §
Ap B Ao BOCX.-MakKc. 29.8 MM.PT.CT., CPEOHUNN 211 B\

Mmm.pT.cT. KOP JIK 3,85¢cm, KOO JIXK 63,9 mn,
KCP JI)K 3,1, KCO J1’)K 2,2 mn. dB JI)K 71%.

XontepoBcKkoe MoHuTopupoBaHue IKIM+A[l: 3a Bpems
nccrnenoBsaHus permctpuponarnca cuHycosbi putm. HCC B
Te4YeHUN CYTOK B Npeaenax Bo3pacTHOU HopMbl. LlnpkagHbiv
nHpgekc YCC 1,20 - pe3Kko CHMXKeH. B TedeHnn cyTokK
cyomakcumanbHas YCC He gocturHyTta. B Te4eHunn cyTok
Habnoganockb yKopodeHue koppurmposaHHoro QT nHtepsana
meHee 340 mc B TeyeHun 15 MunHyT (1% BpemeHn).
BapnabenbHOCTb puTMa cepgla CHMXeHa HOYbo, HOYHOW
NPUPOCT BbICOKOYACTOTHOM COCTaBMAKOLLEN BapnabenibHOCTH

oTcyTtcTByeT. LUndppbl anactonnyeckoro Al gHemM xapakTepHsl
ONA TMNOTEH3UMN.



IAKI: Putm cunycosbin, YCC 89-96 B MUH, HOpMarnbHoe
nonoxeHne 0C (yron a +55). PR 0,12, QRS 0,08, QT 0,33,
QTc 0,412.

Y3WU XKT: gedbopmavnmm xen4Horo ny3bipsi

Y3WU wmtoBmnaHoW xenesbl, CENe3eHkn - Hopma
Y3WU noyek - rydovaTble MoYKu.

OC MC: S-obpasHbin n3rmb xona BCA cnpaga.
NnameTp A cnpaBa - 3,7 MM, cnesa - 3,2 MM.
BbipaxxeHHas u3Butoctb xoaa A B cermeHTe V2.

[lo3BOHOYHAA apTepusa cresa
BXOAUT B KOCTHbIW KaHars Ha




<9 NMPU3HAKU CUHAPOMA BUIbSIMCA

NNOCKAS NEPEHOCULA, HEBONBLILOK
W B3LEPHYTHIA HOC, KOHYMK HOCA
TYIOBATbIH W 3AKPVITIEHHBIN

&

NPUNYXILKUE BEKK
(BOMEE BCErO 3T0 3AMETHO NPH CMEXE)
INUKAHT
CUHMWE WK 3ENEHBIE TTIA3A MOTYT UMETD | @\"/
"3BE3[1006PA3HBIE™ HA PALV)XHOM 0B0J0YKE e ?
POT GOMbLIOTO PA3MEPA S
3Vbbl HEBOMBLINE, IWMPOKO PACCTAB/IEHHBIE, =N S,
HENPABH/IbHOA ®OPMbI - ‘\-/
NOMHBIE I'YBbI ‘II
NONHAS HUXKHSAA TVBA \ \ 7 = /
_ o
HEMHOTO 3AOCTPEHHbIA NOABOPOIOK — =



OnarHo3s KnuH.. cnHapom Bunbamca, BpoXXaeHHbIN
NOPOK cepAua — HaakKnanaHHbIN CTEHO3 aopThl (A p
Makc. - 29.8 MM.pT.CT., cpeaHun-21.3 MM.pPT.CT.),
XCH I.

Con.. OUCKNHE3NS XKenyeBbiBOAALLNX NYTEN HA
dooHe gedopmMaLmm XKeNYHOro ny3bip4.
[TaTonornyeckas N3BUTOCTb MarncTpanbHbIX
cocyaoB wewn. ['ybyaTble no4kw.

3agepKka dnU3n4ecKkoro pasBuUTUs.

CUHOpPOM rMnNepakTMBHOCTU C AedULUTOM
BHUMaHUS.

=[TayneHTKa - nHBanug AeTcTea no cnHapomMmy Bunbsamca.



[na3a - He MosibKO 3epKasio dywu, HO
u MHo2ux 6osiesHed...

i



