bone3Hb PaHato-Ocnepa-Bebepa.
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3aB. Kadpegpon dakynbTeTckon Tepanmm nm. A.A. Nybeprpuua, A.m.H., MoHoraposa

H.E., accncteHT Kadegpbl dakynbTeTckon Tepanumn um. A.A. N'ybeprpuua 3abasHoBa

t0.B., opamnHaTop Kadeapbl pakynbteTcKkom Tepannm nm. A.A. Nybeprpmnua KonecHuk

A.l., Bpay nynbmoHonornvyeckoro otaeneHna Y AJHP «PKb mm. M.N. KaanHnHa»
bepak A.C.
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HacneactBeHHaA remopparnyeckan
TeneaHrnosaktasusa (HIT)
* HIT — 310 peaKoe reHeTnyeckoe 3aboneBaHune,

Hacnegyemoe NO ayTOCOMHO-AOMMHAHTHOMY
TUNY, XapaKTepusylolleecs  COCYAUCTbIMU

ANCNNA3NAMM C obpa3oBaHMem
TENIeAHTMO3KTA3MM Ha KOXe U CAU3UCTbIX
060n04Kax, apTepuoBEHO3HbIMM

Ma/ibdopMaLUAMM BO BHYTPEHHUX OpPraHax.



2Nnaemmnonorma

3aboneBaHme C paBHOWM [JONEN BEPOATHOCTU
nopa)aeT KaK MYXKUYUH, TaK U KEeHLWMUH.

BcTpevyaemocTtb Bapbupyet oT 1:3 500 go 1:100
000, B Poccuun coctasnaet — 1:50 000



[laToreHes

3a pa3sBuTUe 601e3HM OTBEYaloT ABa reHa:
* [eH, oTBeTCTBEHHbIN 33 3HAOMNNH (ENG)

* [eH, OTBETCTBEHHbIN 33 aKTMBMHOMNOAOOHbIN peLenTop ANA
depmeHTa KMHa3bil (ALK1)

MyTauma aSTUX reHOB NPUBOAUT K Pa3BUTUIO AedeKTOoB
3HAOTE/NINANbHbIX KNETOK, CNabocTu NnepmBacKyISPHOM
COeAMHUTENIbHOM TKAHW, YTO Bbi3bIBaeT AMNATALUIO KaNUANSPOB U
NOCTKaNUANSAPHbIX BEHYA U NaTO/IOMMYECKYH0 BaCcKynspusaLmio,
NPOABAAIOLLYIOCA TeNEaHIMO3KTA3UAMU U apPTEPUOBEHO3HbIMM

LWYHTamMW. ]

S *\‘—’_Jé;fﬁ~< —— —— /:;:\‘_,:‘ e - ——
ol ~ 3nuaepmmc anunepmuc‘

——

SN0, r\\_ﬁ

@4
)

Id




RANHUYeCcKmne npoAasaeHus

[lepBble cmmnTOoMbl 3aboneBaHMA MOryT MOABUTbLCA B MEPBbIA o4 MNocne
POXKAEHWUA, 0OAHAKO 3aboneBaHNe MOXKET BO3HUKHYTb B Ntobom Bo3pacTe. NMuk
KIMHMYEeCcKon maHudectaumm bonee yem B 70% cnyyaeB npmxoamtca Ha 16-
JIETHUI BO3pPACT.

[TaTOrHOMOHUYHbIM MPU3HAKOM MPUHATO CYUTATb HOCOBbIE KPOBOTEYEHUA U
MHOTOYMUCNEHHbIE TE/NIeaHTMO3KTa3MN. Perke pPerncTpupyrotr KpoBoTe4YeHnsa U3
KT 1 nerkux, rematypuio, KPOBOU3NUAHUA B TONOBHOW WM CMUHHOW MO3T,
ceT4yaTKy rnasa.




KoXHble npoaBneHnsa 3aboneBaHms

TeneaHrnoskTasum («cocygmucrtbie 3Be3404YKM») MMeT Bua Hebonbwunx (1 -
10 MM) NNIOCKUX HENY/IbCUPYIOLWMX 0O0pa3oBaHUN, OT NYpPNypPHO-PMONETOBOrO
N0 APKO-KPACcHOro upeta 6OneagHewWUXx nNpyv  HaAABAMBAHWMK, 4acTo
KpOBOTOYALMX NPU HE3HAYUTENbHOM TPABME U UX KOJIMYECTBO YBENNYMBAETCS
C TeyeHMem BpemMeHU. TeneaHrMosKTasnum MOTyT JIOKasM30BaTbCA Ha
CIM3UCTON 000/1I04Ke HOoca, ryb, aeceH, A3blKka, LLEK, Ha KOXKe BOJOCUCTOM
4acTU FONOBbI, INLLA, KOHEYHOCTEN, TYI0OBULLA, @ TAKXKE HA KOHbIOHKTUBE U NoA
HOrTAMM. XapaKTepHa CUMMETPUYHOCTb NOPaXKEHUA.




O4HAaKO CTOUT OTMETUTb, YTO BbICbIMAHUA Ha
KOXe pa3BMBAlOTCA MO3)KEe, 4YemM MnoABAAIOTCA
«COCyAMUCTble  3BE340YKM» Ha  CAU3UCTOM
0b60104Ke Hoca. HocoBble KpoOBOTEYEHUA B
noaasnaowem 60NbLINHCTBE CIY4aEB ABAAIOTCA
nepBbiM KAVMHNYECKNM NposBJ/IEHNEM
3aboneBaHuA.



TeneaHrnmoskrasumu
NagoHen y
naumeHTa C

3aboneBaHnem
PaHato-Ocnepa-
Bebepa







[lbiIxaTenbHaa cuctema

ApPTEPNOBEHO3HbIE LWYHTbl B JIETKUX UMMEKT MHOXECTBEHHbIN
XapaKTep pacnpoCcTpaHeHUAa N NPeEUMYLLLECTBEHHO NOPAXKAKOT HUXKHME
nonn nerknx (B 80—-90% asnsatotca npoasneHnem b6onesHn PaHato—

Ocnepa—Bebepa), 4acto NpoTeKatOT aCMMNTOMHO WU NPOABNAIOTCA
OAbILLKOW NPpn GU3NYECKOU Harpy3Ke.

A. AbmepuoseHOo3HAsA MaAbhOoOpMayusa U aHespu3mMa ceemeHmapHol eemeu 1e204Hol
apmepuu.
B. CocmosaHue nocne ambonuzayuu ceameHmapHol siesoli sBemau ne204Hol apmepuu
C OKKAro3uel apmepuo8eHo3HolU aHoMauu.



TpexmepHasa KOMMNbHOMEPHAa MomMmo2paguyecKkas aHauo2pagpus
nokasasna 35-mm cocyoucmyro manbghopmayuro 8 1esol sepxHeu
dosu ¢ 00HOU numarowelti apmepueli (omsemasneHue ne20YHouU

apmepuu) u 00HoU omeooAauwel seHol



A. AbmepuoseHOo3HAA MasabhopmMayua 8epxywKu rnpasoz2o
/1e2K020 € 08YMA numarow,umu apmepusamul.

B. CocmosHue nocne ambosnuu 00HoU u3 apmeputi ABM.
C. CocmosHue nocnae ambonuu smopol apmepuu ABM.



PeHmeeHoepagus co cmanbHbIMU
cnupanamu nocae amboauzayuu
/1820YHbIX APMeEPUOBEHO3HbIX
mansgpopmayuli 8 Npasom u 1e60M

/1e2KOM

AHauo2pamma nocne
ambonusayuu



HepBHaA cucrtema

Hanbonee 4acTo LuepebpanbHbie COCYAMNCTbIE
MasibdopMaLMmM pacnonaratoTca B roN0BHOM MO3re, pexe
— B CMMHHOM MO3re.

LlepebpanbHasa apmepuos8eHO3HAA MAAbGHOPMAyUA npu
6one3Hu PaHoto-Ocnepa-Bebepa. KT-aHauozpagus.



MRKT

* [lo pAaHHbLIM 3HAOCKONUYECKUX uccnegosaHun, y 80%
nauneHtoB ¢ HIT wumerotcA TeneaHrnsaktasmm B HRKI,
OCODOEHHO B Ke/yake U TOHKOM KULIEeYHUKe, NpoTeKatouwme
6eccMmnToOMHO UM Bbi3biBatOLLME KPOBOTEYEHMS.

* [leyeHo4yHble ABM npu stom 3aboneBaHun HabnwoparoTca
OTHOCUTENbHO peako — Yy 8% naumeHToB. Moryt npnBoAUTb K
NOPTa/IbHOMN TMNEPTEH3UN, LUPPO3Y NEYEHM.

Pacwuperue
cocynos

KT 8uOHbI MHOMY(ECmBeHHbIe pacuwupeHus cocyoos.



* [lo y4acTtoTe BCTPpEeHaeMoCTn KJIANHUYECKUNE

CUMMMTOMbI Y NAUMUEHTOB € bone3Hblo PaHAato—
Ocnepa—Bebepa: HOCOBble KPOBOTEYEHUA —
90%, KOXHble TeneaHrnoskrtasmm -— 75%,
nopaxenvue nerkmx (ABM) — no 50%,
nopaxeHue cocyanos nedeHn —y 30%, KKK —vy
15%, nopaxkeHne UHC — po 23%.



I1narHoCTUKa

Kputepmn noctaHOBKM AnarHo3a. B HactoAulee Bpema AN1A
anarHoctmkn HIT ocrtaroTca akTtyanbHbiM Kputepum Curasao
(1999):

PeunanBumpytowme CNoHTaHHbIE HOCOBbIE KPOBOTEYEHUA

MHoOecTBeHHble Tes1eaHrMO3KTa3nM Ha KoXKe U CAU3UCTbIX
060/104YKax

ApTepnoBeHO3Hble aHeBPM3Mbl BHYTPEHHUX OpPraHoB
(nerkmx, ronoBHOro M CNMHHOIro mo3sra, nedyeHu, HKKT)

Hannume  poAcTBEHHWKA  NepBOM  JIMHUU  POACTBA,
COOTBETCTBYIOLLErO NepBbIM TPEM KPUTEPUAM.

IwnarHo3 HI'T cuynTtaetca noarsepKAeHHbIM, eC/IM Y NauMeHTa
nmeroTca 3 nan 4 Kputepua, BO3SMOXHbLIM — NMPU HaAnymum 2
Kputepues, COMHUTENIbHbIM — MPU HaIMYUU MeHee 2
Kputepues.



JledyeHune

B ocHoBe pekomeHaauuit no nevyeHuto HIT nexnt HeobxoaMMOCTb UCMOIb30BAHMUS
MEeXAUCLUNAMHAPHOIo Noaxoaa.

Ponb cneunanncros B meXxaucuuninHapHou KomaHae:

TepaneBT MAWM Bpay oOLWEN NPaKTUKM BbINONAHAET KOOPAUHUPYHOLWYHO GYHKLMIO,
OCYLLLeCTBAAET NepBMYHOE BbiABAEHME 3ab0seBaHUA, KOHTPO/b OOLLEro COCTOAHUA
nauueHTa.

JIOP-Bpay wurpaer KAOYEBYHO POJib, TaK KaK HOCOBble KPOBOTEYEHMUS SBAAOTCA
Hanbosee 4acTbiIM U PAHHUM CUMNTOMOM 3aboneBaHus.

[emaTonor 3aHMMaeTcs AWMATHOCTUKOWM U NleYeHMeM Kene3oaedUuUTHOM aHemMuy,
BO3HMKalOLLLEW BCAeACTBME XPOHNYECKNX KPOBOMOTEPD.

[lepmaToBeHepoan0or 3aHMMaeTcA LI,VIaFHOCTMKOﬁ N Ie4eHnem TeNIeaHrMOo3KTa3nM.

Kapanonor n nynbMOHONOr Y4acTBYHOT B BbIIBIEHUM U JIEYEHUU APTEPUOBEHO3HbIX
ManbdOpPMaLUN NETKMX, @ TAKKE B KOHTpOJ1e CepaevYHO-COCYAUCTbIX OCNOKHEHUMN.

HeBponor n HeMpoxmpypr ocyLecTBaAAoT HabatoaeHne NauneHToB ¢ LuepebpanbHbiMU
ABM, npoBoaAaT NpoPUNAKTUKY N NeYeHUe.

[aCTPO3HTEPOIOr OTBEYAET 33 ANATHOCTUKY U IeYEeHNE TeIeaHTMOIKTa3UM KenyaoyHo-
KMLLIEYHOro TpakKTa.

MeaAVWUMHCKNIA TeHeTUK NOATBEPXAAEeT JAMarHo3 C MNOMOLLbD  MONEKYIAPHO-
reHeTUYEeCKUX nccneoBaHuUM, NPOBOANT rEHETUYECKOE KOHCYNbTUPOBAHME U CKPUHUHT
4Y1€HOB CEMbM MaumeHTa.



3aKN4YeHue

Takum obpasom, bonesHb PaHato—Ocnepa—Bebepa
ABNAETCA  MYAbTUCUCTEMHbIM  3aboneBaHueEM,
TpebyoWmMM KOMMNNAEKCHOr0O WU  MNOXWU3HEHHOro
HabawaeHna. MeXaUCcUMNAMHAPHBIA  NOoAXOA4,
NO3BO/IIET CBOEBPEMEHHO BbIABAATb OC/NIOKHEHUS,
NOBbIWATb 3PPEKTUBHOCTb NE€YEHUA U YAy4dlaTb
NMPOrHO3 N Ka4eCcTBO *XU3HM MNaLUEHTOB.



Cnacubo 3a BHMMaHue!



