OO BMO OOHELUKM HALIMOHATbHBLIN
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«Y rnas v cepaua gpyxeckas cBa3b ...»
(Yuneam Lekcnnp)

NMopaxeHue NMopaxeHue

rnas cepaua

BpoXxaeHHble
NOPOKN pa3BUTUSA

OK30reHHbIe

HacnepncrBeHHbIe

MynbTi-
¢akTopnanbHble




[Topokn cepagua 1 rmas 4valle Bo3HUKAKT Ha 3-7-U Heq

HepBHas Tpybka ¢ opaa CKnepoTom
HeBpoLuenbio

depmomMuorom

Me3eHXuManbHble
" KNeTKu

Bonbdos MapHble aopThl, MepBUYHbLIE KaHanbubl
NPOTOK BbICTNaHHbIe SHAOTENUEM KNEeTKNU KPOBU NEepBUYHOMN MOYKU



Cxema pa3BuTuA rnasa
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CumMmnToM «Kowaybero rnasa»

Fonybble cknepbl
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IJNUKaHT U runepTeriopusm rnas

INMHKAHTAbHbIE
CKJIAJAKH

-
|

INUKAHT - KOKHAS CKJIAJAKA BCPXHEro BeKa,
OXBATHIBAKOWIASI BHYTPeHHHIT yroJ riaza. Oua Buana y
0YCHb MAJICHBKHX JI€Teil, 4 TAKKE BCTPEUaercs y Ja1oaei
A3HATCKOH packbl.



Puc. 3. Cungpom Mapgpana. Aucrokayus XxpycmaAuka B BepXHeHApyXKHOM KBagpanme A — npasoro raa3a; b — AeBoro raasa

Mourosionaubiii pazpes a3

AHoTanbm

AHTUMOHronongHbIN

Uunknonus paspes rnas



CuHppom Bunbsamca (MKB-X: Q25)

CVHOHUMBI: YacToTa: 1:13 700
Bunbamca-benpeHa cnHgpom,
"MHdaHTUNbHaa rmnepkanbUueMms,
"NMUO 3nbda C rmnepkanbUuneMmnen,
“WBS — cuHgpom,

=OMWM: 194050

NeHeTUKA:

"MUKpogeneuunsi B obnactn 7q11.23, 3aTparmeatolas reH anactuHa.
=CuHAOPOM Yalle cropagundecknn, npu ceMenHom doopme 3aboreBaHns —
ayTOCOMHO-4OMMHAHTHOE HacnegoBaHue.

UcTopusa onncauHwms:

1952 r. - BnepBble onucan G. Fanconi.

1961 r. — nogpobHo onucan aeTckun kapauosnor n3d Hoeon 3enaHamn [x. Bunbsamc
npu N3y4eHnm ocobeHHoCTeN pa3BnTUSa cepaevyHO-CoCyancTon CUCTEMBI Y OETEUN C
XapakTepHbIMW BHELLHUMW NMPU3HaKamMm u YMCTBEHHOW oTcTanoctbio. OH obpaTtun
BHMMaHME, YTO HEKOTOPbIE U3 ero naumMeHToB NOMMUMO CXOOHbIX CeEpAEYHO-COCYANCTbIX
nedekToB (LWyMbl B cepaue, CYy>XeHMe KPYnHbIX COCYya0B, B HACTHOCTM HaaKanaHHbIN
CTEHO3 aopTbl) BAOOABOK MMENN CXOAHYH BHELLUHOCTb U YMEPEHHO BblPaXXEHHYH0
YMCTBEHHYIO OTCTanocCTb.

1962 r. — He3aBMCUMO onucan cuHapom benpen.

— 1: 25 000
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CuHppoMm Bunbamca (MKB-X:
KnnHunyeckue NMPU3HAKMN.

*[pun poxgeHuu - HU3Kast macca (3BYP).
B nepuone HOBOPOXAEHHOCTW:
=pecnupaTtopHbIn anctpecc-cuHapom (3%);

“rmnornukemms (3%);
=TpombouuToneHust (3%);
=centuuemuns (1%);
=KapauosackynsapHaa narosniorus (47%).

CBoeobpasHoe CTpoeHue nuua:
"LLINPOKUM 1100,

"yMMoLweHHaa nepeHocuua,
"KOPOTKWUMN HOC C OTKPbITbIMKU BRepe HO3APsIMMU,
=3MNKaHT, F
"OTEYHOCTb BEK,

"MOSIHbIE LLEKN U TYBbl,
=3BEe344aTbll PUCYHOK pagy>KKMW.




CuHpgpom Bunbsamca (MKB-X: Q25)
KrninHn4yeckmne npusHaku:

=POT: NosiHble rybbl.
=3yObl: TMMNOOOHTUA, MUKPOLOHTUSI.

=Kndgpockonunos

*OrpaHnyeHne NoaBMXHOCTU B CycTaBax
*[‘Mnepkanbumemms

*[pyObI TEMOp ronoca




Cungpom Bunbsamca (MKB-X: Q25)
KnnHuyeckne npusHaku:

UacTo BCTpeyaroTcd nopokn pa3BuTns cepgua:
"HaaKnanaHHbIW CTEHO3 aopThl,

"HaaKnanaHHbIN CTEHO3 JIErO4YHON apTepumn,

"CTEHO3 nepudpepnvecknx BETBEN NIEFOYHON apTeEpPUH,
=edeKkTbl neperopogok cepaua.




Puc. 1. KomnblorepHan ToMorpamMmma naymesrm X., Puc. 2. KomnblorepHan TOMOrpamMmma naumeHTim X,

37 net. HapgxnanaxMbii CTEHO3 aopThi (YKasaHo nocne onepauMn: AMCKPeTHbLIN HaaKNanNnaHHbii CTeHos

CTpenkon) 20pPThl YCTPAHEH C NOMOLYLIO ayTonepUuKaparuansHon
3annarbl (YKaszaMo crpenxoin)

Toaypos B.M. Cniy4yan ycnewHown Koppekuum HagknanaHHOro CTeHo3a aopThbl Y nauyueHTa ¢ CUHAPOMOM
Bunbsamca — bonpeHa «Kapaioxipyprist Ta iHTepBeHLUinHa kapgionorisg», Ne 2, 2015. — C. 53-55.



CuHpgpom Bunbsamca (MKB-X: Q25)
KnnHnyeckne npusHaku:

CoeauHnTernbHOTKaHHbIE HapyweHns (aedonuyut
anacTuHa):

"IPbLKY;

"rMNeppacTKUMOCTb KOXN («CTapas Koxay);
=TYronoaBMxHOCTb CYCTaBOB;

=cocyaucTas aptepuanbHasi rMnepTeH3us.

NMouku:

"rMNonnNasusa noyekx,
=0 Ha MnouykKa,

=Ta3oBas Mouyka,
"HeppoKanbLMHO3,
"MNoyYeYyHast He4oCTaTOYHOCTb,
"CTEHO03 MNo4Ye4YHOW apTepun.




Cungpom Bunbsamca (MKB-X: Q25)
KnnHuyeckne npusHaku:

Oetn c cnHapomoM BunbsimMca oTnmMyaoTcs KOrHUTUBHBIMUA U
noBeaeH4YecKkMMN ocobeHHocTAMU. B paHHeM Bo3pacTe xapakTepHo
oTCTaBaHWe B NCUXOMOTOPHOM M peYeBOM Pas3BUTUN, B JaNbHENLLIEM
pa3BMBaEeTCs YMCTBEHHAS OTCTANOCTb Pa3fIMYHON CTENEHWU BbIPaXKEHHOCTMN.

=XOPOLLUO pa3BuTa YCTHas pedb, NP1 3TOM OHa
SMOLIMOHAnNbHAa, BblpasnTenbHa U Aa)ke NO3TUYHa;

=0bnagatoT My3blkasibHbIM TariaHTOM.
| A\ £

—a ¢
] d‘,. ' " ol :

OeTu ¢ cuHapomoM BunbsiMca upeamepHo obLmTENbHBbI U OTKPbITHI,
OOHAKO UM CJTOXHO CbOpMI/IpOBaTb ApyxXeckne B3aMMOOTHOLLUEHUNA, OHU
4acCcT1oO HE NOHUMAaKT SMOLUUNOHAJIbHOIO COCTOAHNA N NCTUHHbBIX MOTUBOB

MOCTYNKOB APYruX Nofen, YTo odycrnosnmeaeT AeduLmT colmanmnsaunm
1 B3aMMHOW KOMMYHUKaLIN.

™



KnnHunyecknm cnyvyau
[Moa Hawmm HabnogeHnem HaxoguTca pedeHok M., 10 rner.

AHAMHES3 3ABOJIEBAHUA:
BINC BbisiBfieH Ha 11-e CYTKM XXN3HMW.

B Bo3pacTte 8 mec. guarHoctupoBaH CTEHO3 NpaBOW BETBU NErO4YHOMN
aptepun ¢ A p 35 MM.pT.CT., HagKnanaHHbIU cTeHO3 aopTbl C A p 30 MM.PT.CT.,
Ha Ao HMUCX. Ap 26 MM.PT.CT.

B 10 mec. B reHeETUYECKOM LIeHTpe yCcTaHOoBNeH cuHapom Bunbamca.
AHaMHe3 XU3HU:

Ot | BepemeHHOCTH, NpoTekasLLeN ¢ nnenoHedputom, aHemunen, OPBA B |
n Il TpumecTpax.

Pogbl |, B cpok. [leBoudka poamnnack C 3a4epXXKon BHYTPUYTPOOHOro
pa3Butus. Macca tena 2550,0 r poct 50 cm. OueHka no wkane Anrap 4-5 0.
Ha rpygHom BCckapmnmBaHum 00 2 MeCsILEB.

OtctaBana B M3M4YECKOM U NCUXOMOTOPHOM PasBUTUMN.

Ha nepsom rogy *Ku3Hu Habnoganacb HEBPOMATOSIOroM Mo rnoBoay
nepuHaTanbHoOro rmnokcmnyeckoro nopaxexHunst LIHC.

*B 5 Mmec. onepunposaHa no NnoBoay KaBepHO3HOM reMaHrmombl Npeansieybs,
"B 2,5 roga - rno noBoAy naxoBoW rPbiXKMu.

*B 3 roga no gaHHbiM Y3W guarHoctmpoBaHa MeaynnspHaa gucnnasug
MOYEK.

*B 4 ropga oKynnucTtom BbidBIieHa rmnepmMeTponus.



AHaMHe3 XU3HM:

*B 9 neTt — 3peHne B HOpME.

=B 8 net - S-obpasHbin n3rnb xoga BCA cnpaa. OQuametp A cnpaBa - 3,7
MM, crneBa - 3,2 MM. BbipaxeHHast nsasutocTtb xoaa A B cermeHTe V2.

Y3WU nouek - rydyartble rnoykm.

Y3W xen4Horo nysblips - geopmMaums XenyHoro ny3bipsi.

=B 10 net — panHuun nybeptat (Ax1, P1, Ma 3, Me 9,5 ner)
*Annepronorn4eckun n ceMenHoln aHamMHes3 He OTArOLLEH.

=[leTcknmn nHdekumammn He donena. He npmusuTa.

O61bLeKTUBHBLIN CTaTyC

=COoCTOsIHME NP NOCTYMNSIEHUN CpedHeN TSXKeCTU N0 OCHOBHOMY 3abosieBaHmIo,
camMo4yBCTBUE YOOBNETBOPUTENBHOE.

* BblpaxeHa rmnepakTMBHOCTb C A4ePULNTOM BHUMAHUA.

= du3nyeckoe pasBmnTME HU3KOE.

= Jlnyo «anbday.

= KO)XHble NOKPOBbI U BUAUMbIE CITN3NCTbLIE ODOBLIYHOW OKPAaCKN, YNCTLIE.

* [MnepTpoduna HEOHbLIX MUHOANWH | cTeneHn.

= [lepudepunyeckme nMmMoysnbl He yBennYeHsbl.

= Hag nerkmumum nepkyTopHO JIeroYHbIN 3BYK, NPU ayCKynbTauun - BE3UKYNApHoe

abixanue. Yl 26 B MUH.

* [(paHnubl cepgua B rnpeaenax Bo3pacTtHOM HOpMbI. TOHbI cepaua pUTMUYHGIE,

CUCTONMMYECKUM LWIYM Hag npeacepaeyvHoun obnacteto. HCC 92 B muH. ALl 100/60
MM.PT.CT.



O61BbeKTUBHbIN CTaTyC

=>KnBOT MArkuin, 6e36one3HeHHbIN Npu nanbnauun. llevyeHb +2 cm,
cesrieseHka He nanbnupyeTcs.

“[lepndrepnyeckmnx OTEKOB HET.
KITMHU4Y. OBCJINEOOBAHUE

aH. KpoBU KNWUKWH.: 3p.- 4,56 T/n, Hb 142 r/n, LII1 - 0,9, J1.- 5,5 T'/n, n.-1%, c¢.-53%,
9 — 3%, n.-45%, m-8%, COD — 4 mm/yac.

[ntoko3a kpoBu-4,09 mmone/n, ACI10-100 ME/mn, CPB-4 mr/n, moyeBuHa 3,17
MMOnb/N, KpeaTuHNH 59,2 MKMonb/n, onnnpyounH obul. -14 Mkmonb/n, npsimon —
4 mkmonsb/n, ACT - 0,21 mmonb/n, AJ1T - 0,27 mmonb/n, obwmm 6enok - 80 r/n.
TTI — 2,2 plu/ml, T4 cB. — 9,94 pmol/l AT k nepokcugase — 0,10 U/ml

6 net. 9xo-KI': HagknanaHHbIM CTEHO3 Aa0pPThbl, BOCXoasiLwas aopta B dopme
«NecoyHbIX YacoB». Ap e Ao eocx.-MakKc. 29,8 mMm.pm.cm., cpedHull 21,3
mm.pm.cm. K[P JTX 3,85 cm, KOO JIK 63,9 mn, KCP J1IXX 3,1, KCO JT)XX 2,2 mn.
OB JIXK 71%.

10 net. 9xo0-KI': HagknanaHHLIN CTEHO3 YCTbSA A0pPTHlI,
Ao 3a nykosuueun — 1,1 cm; Ao nocne cyxeHust — 1,7 cm,
Ap e Ao socx.-makc. 57,2 Mmm.pm.cm., cpeOHuUlU 28,6
mm.pm.cm. KO JIXK 57,0 mn, KCO JIDK 17,0 mn.

OB JI)K 70%.

HavyanbHasa runeptpodma neBoro xenyaodka.




XontepoBckoe MOoHUTOpupoBaHue IKIM+A[Ll .

3a BpeMs uccrieqoBaHus permcrtpuposanca cuHycosbin putm. YHCC B
TEYEHUM CYTOK B rnpeaernax Bo3pacTHON HOPMHbI.

LupkaOdHbiti uHOekc YCC 1,17 - CHUXeH.

B TeueHuun cytok cybmakcumansHaa YCC He gocturHyTa (70% ot
MaKCUMasnbHO BO3MOXXHOMW).

TonepaHTHOCTb K Harpyske « HMxe cpegHen».

BapuabenbHocmb pumma cepoua CHUXeHa OHeM, HOYHOU npupocm
8bICOKOYacmomHou cocmassisiroujel eapuabenibHocmu
omcymcmeyem.

AKTI: Putm cuHycosein, HCC 89-96 B MMH, HopMmanbHoe nonoxeHne 30C
(yron a +55). PR 0,12, QRS 0,08, QT 0,33, QTc 0,412.

Y3U XKKT: »ken4yHbin ny3blpb U3BUTOW B HMXKHEWN TPETU, TOSILLMHA

CTEHKN — 2,1 MM.

Y3U wmtoBnaHom xernesbl — He yBennyeHa, ycuneHne KpoBoToKa B
obeunx gonsx.

Y3WU noyek - rydyatble NoYKu.

AOC MC: npesnauuns BCA cnipaBa. luameTtp A cnpaBa - 3,7 MM, crieBa —
2,3 mM. BolpaxkeHHas nasutoctb xoda A cnpasa B cermeHTte V2.

[ Mnonnasns No3BOHOYHOW apTeEpPUN CreBa.

YMepeHHaga runepnedys3ua no Mo3rosbiM cocygam.
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Pesynbratbl [JHK — aHanu3a: %

[lpoBeneH aHanus 4Ynucna Konuu reHoB nokyca 7ql11.23. 3aperMCTpmpo¥§“aH'a
geneuns 9.72772344-? 73811479+?del (GRCh37/ygl19), Bkntovatowias B
cebs reHbl FKPB6, FZD, TBL2, STX1A, ELN, LIMK1, RFC2, CLIP2 B
reTepo3nroTHOM COCTOSIHUN.

[unarHos «cuHgpom Bunbamca» nogreepXaeH MonekynapHO-reHeETUYECKUM
METOLOM.

OwnarHo3s KnuH.: cmHgpom Bunbamca. BpoxaeHHbIW NOpoK cepaua —
HagKnanaHHbIW CTEeHO3 aopThbl (A p Makc. — 57,2 MM.PT.CT., cpeaHun — 28,6
MM.PT.CT.), Ha4anbHasa runepTpodpusa Mmokapaa nesoro xenygodka, XCH |.
Con.. OucknHesus Xxen4yeBbiBOASALWMX NMyTeN HAa dOHe aedopmauunm
XXen4yHoro ny3blps. [latonornyeckas M3BUTOCTb MarucTpasnbHbIX COCYy40B
wewn. 'ybyatble NoYKu.

3agepkka n3n4ecKoro 1 nNCMXmMYecKoro passuUTusS.

CuHOpOM rmnepakTMBHOCTU C AePULNTOM BHUMAHMUA.



na3a - He mMosibKO 3epKasio Oywu, HO
U MHoaux 6osie3Hedl...

(acu00 3 Bamre Brmvamie



