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ByukoBa TaTbsiHa HukonaeBHa — KaHf.
Meg. HayK, IOLeHT Kadeapbl neguatpmn
MHCTUTYTa NOAroTOBKM KafpoB BbICLUei
KBanMdUKaLum 1 AOMONHNUTENBHOTO
npodeccnoHanbHoro obpasoaHma’

Ye6oTapeBa ManuHa BaHOBHa —
acCUCTEHT Kadeapbl NeanaTpun
WHCTUTYTa NOArOTOBKM KafpoB BbICLLEN
KBanMdUKaLm 1 AOMONHNTENBHOIO
npodeccrmoHanbHoro obpasosaHus’

CraxkkuHa Hapexxpa bopucoBHa - Bpay-
neguaTp?

eitpopubpomaros (HD) - nacmencTBeH-
HOoe 3a00J/IeBaHIe, IIPeApaCIIONaraloiee
K pa3BUTHIO OIIYXOJIell y 4enmoBexa [1, 2].
[TepBoe onncanme H® 2-ro tuna (HD2)
[PUHAUIOKUT WOoTIaHACKoMY xupypry J.H. Wishart
(1822), H® 1-ro tuma (H®1) - HemenkoMmy Bpauy
F. von Recklinghausen (1882). B 1916 r. amepukaH-
ckuit Hertpoxupypr HW. Cushing ob6beguunn atn
3abomeBaHMs 1OJ OOIMM HasBaHUeM «bO0JIe3Hb
Pexnmurxaysena». [lo pe3ynbraTaM MOJIEKYIISP-
HO-TeHeTudecKux uccnemosaumit (1985 u 1987 rr.)
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B cmatbe onvcaHo KnMHUYeEcKoe HabnoaeHue
cnyyaa cemenHoro Helipodubpomatosa. [uarHo3
Hepodrbpomatoza 1-ro Tuma 6bin ycTaHOBMEH
y MauMeHTKN 9 NeT COrnacHoO AMarHOCTUYECKUM
KpUTEPYAM, PEKOMEHAOBaHHbIM MeXayHapoaHbIM
KOMUTETOM 3KCMEPTOB MO Henpodubpomatosy, Ha
OCHOBAHWM [BYX MPWU3HAKOB: Hanuuue 2 nnu 6onee
HelpodrbPOM, Hanmume y POACTBEHHVKOB Mep-
BOV CTEMeHW pPoACTBa Helipodrbpomatosa 1-ro
1 2-ro TUnoB. K 0co6eHHOCTAM [aHHOrO KNMHMYe-
CKOTO Hab/MI0geHNsI MOXHO OTHEeCTV OTCYTCTBUE
y 6ONbHOW KOXKHbBIX MPOABMEHWI, a TakKe Hebra-
FOMPUATHBIA NPOrHO3. A paHHEro KMHUYeCKOo-
ro BbIABEHVA 6GOJNbHBIX HelpoprbpoMaTo3om
1-ro TMna n Nx ArcnaHcepr3aLu, NPeeMCcTBEHHO-
CTU BEAEHUA 1 NPOBeLEHNS afeKBaTHbIX Mep nep-
BMYHOW 1 BTOPUYHOI NPOPUNAKTUKI OCIIOXKHEHWI

nopomato3a

3a00eBaHVA BaXKHO 3HaHVe AaHHOW MaTonorvmu
BpauyamMu MepBUYHOTO 3BEHAa 3[4PaBOOXPaHeHUs,
BK/IOUas Bpauei-nefuaTpoB, YUacTKOBbIX U Ce-
MEeMHbIX Bpaueil, HEBPOJIOroB, AePMaTosoroB, 0d-
TasIbMOJIOTOB ¥ XMPYProB.

KnioueBble cnoBa: HelpodubpomaTos, feTu, Ava-
THOCTUKa

Ona umntmpoBaHma: 3pAukvH HW, Byukosa TH,
Yebotapesa W, CraxkmHa HB. Cnyyaid cemeiiHoro
HelpodrbpomMaTo3a B MpakTvKe neamatpa. AlbMaHax
KNnMHMYeckon  megmumHbl.  2018;46(2):200-5.  doi:
10.18786/2072-0505-2018-46-2-200-205.

[Moctynuna 18.12.2017;
npuHATa K nyéaunkaumm 09.02.2018

TOrbOY BO «CapaToBCKMI roCyAapCTBEHHbIN MEAULIMHCKUIA YHUBEPCUTET nMeHn B.. PasymoBckoro» MunHsapasa
Poccum; 410012, CapaToBcKas 06nacTb, . Capatos, yn. bonbluas Kasaubs, 112, Poccuiickas Oefepauma

2'Y3 «CapaToBCKas ropofAcKas AeTcKas nonuknmHuka N2 2»; 410005, CapaTtoBckas obnactb, r. CapaTos, yn. AcTpaxaHcKas,

138, Poccuiickas Oepepaunsa

YCTaHOBJIEHBI NPYMHI[UIINATbHBIE PA3NMUNsA B [IATO-
renese HO1 n HP2; moxasaHo, 4TO 3TO COBEPIIEHHO
pasHble 3aboneBanms, Tpebyomme gubdepeHInpo-
BaHHOTO KJIMHMYECKOrO Ioaxozpa [3].

B nuteparype ommcaHo BoceMb TUIIOB Helipodu-
6pomarosa, OGHAKO B IOCIENHEEe BpeMs OGONMbIINH-
cTBO U3 Hux (kpome HD2) cunrarmorcs abOpTUBHBIMU
¢dopmamu HOL u B KadecTBe CaMOCTOSATEIBHBIX HO-
3onmornyeckux ¢GopM He BbIENA0OTCA [3].

H®l m H®2 cunuTamoTcss ayTOCOMHO-IOMMU-
HAHTHBIMM TeHeTHdeCKuMu 3abomeBaHusAMu 6e3
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KaKOro-1160 pacoBOTO U IOIOBOTO NpeobajaHms.
VIx 1OKyChI HAaXOAATCA COOTBETCTBEHHO Ha XPOMOCO-
Max 17q11.2 1 22q12.2 [1, 3, 4]. Pacniono>xeHHbIe 37€Ch
TeHBl KOAMPYIOT CUHTEe3 CYIPeccOpOB OIIyXO/IeBOTO
pocTa (6enkoB HeitpodubpoMuHa ¥ MepnHa), KOTO-
pble 00ecIednBa0T IMHAMUYIECKUIT KOHTPOJIb Kile-
ToYHOTo pocTa. Hambornbinee sHadeHue 3TOT 6emok
UMeeT B PeryIMpOBaHMUM Hpoaudeparuu KIeToK
HePOIKTOePMaIbHOTO IPOUCXOK/eH M [4].

ITpu reHeT4eCKOM iepeKTe B COOTBETCTBYIOLINX
XpOMOCOMaX IMHAMUYeCKOe paBHOBECHE PeTy/IALUN
poCTa CMeljaeTcs B CTOPOHY Ipoyudeparuy u Bo3-
HUKaeT JOOpOKayeCTBEHHDII OIIYXOJIeBBIil pocT [4].

BoigenAior crefyonie KINMHNYECKNe BapUaHTbI
H®1: ¢ momnHmMpoBanmem Heitpodubpom u Mmamo-
YJC/IeHHBIMM NUTMEHTHBIMM IIATHAMU, C TIpeuMy-
IIeCTBEHHBIMI IIPOSIBICHMAMU B BUJE KPYIHBIX
(6omee 15 MM) NUIMEHTHBIX IATEH M HEMHOTOYMC-
JIEHHBIMU, B OCHOBHOM IIOJJKOXXHBIMI, HEMIPOuobpo-
MaMJ; C IUTMEHTHBIMU 97IeMeHTaMM B BUJie pacce-
AHHBIX 10 BCEMY KOXXHOMY ITOKPOBY ME/IKNX IATEH
THUIA BECHYLIEK B COYeTaHNY C KPYITHBIMMU IIATHAMIA,
6e3 WaM C egUHUYHBIMK Helipodubpomammu; cme-
LIAHHBI, Haubolee pacIpoCTpaHEeHHBIN KINHUYe-
cKmit Bapuasr [1].

CaMBIM paHHUM IpOsBJIEHNEM 3a00/IeBaHNA CTa-
HOBATCA NMUIMEHTHbIE NATHA KPYIHBIX pasMepoB.
Y 60nbIIMHCTBA GOIBHBIX OHY OBIBAIOT C POXKAEHIS,
y 17% pasBuBalTCA K KOHIY IIEPBOTO TOfA >KMU3HI,
y ocTanbHbIX - K 10 rogam. Menkue nATHA THUIIA Bec-
HYLIEK MOABIAITCA No3Xe [3, 5-7]. B rpynne ¢ mo-
MUHUPOBaHUEM KPYIIHBIX IMTMEHTHBIX IIATEH H0Y-
Ty 50% 60/IbHBIX 00HAPYXKUBAIOT NTIEKCUPOPMHBIE
Helpop16pOMBI, MMelolIie TOBBIIIEHHbII PUCK 03-
JI0KayecTBIeHu [3, 5, 6].

H®2, tak xe kak u H®PI1, - ayrocomHO-mOMU-
HAHTHOe 3a00/IeBaHIe, OHAKO BCTPEYALTCsT B MIOMY-
JALMY 3HAYUTETIBHO pexe [5, 6]. [ HO2 tunuansl
HOBOOOpAa3OBaHWUsI LEHTPANbHON U Iepudepude-
CKOJT HepBHOI CMCTeMbl (Yallle — IIBAaHHOMBI) IpU
MUHUMAaJIbHBIX KOJKHBIX U 9KCTPaHEBPAIbHBIX CHM-
nromax. Hanbonee xapakreproe npossnenne HP2 -
HaJIM4ue JBYCTOPOHHUX BECTUOY/ISAPHBIX IIBAHHOM
[8-10]. Bropble o 4acToTe OIYXONY — LIBAHHOMBI
APYTUX YePEIHbIX, CIIMHAMbHBIX U HepudepriecKnx
HepBoB [9, 10]. M3no6nenHas noKanmu3alns OmyXo-
neit Ha VIII HepBe mpu HD2 o HacToALETO BpeMeHN
ocTaeTcs HeoObsIcCHUMOII [9, 11, 12].

H®1, kak npaBuio, Ha4MHAETCA B paHHEM JieT-
CTBE C KO)KHBIX CUMIITOMOB, Torga kak H®2 - B mo-
JIOZIOM BO3pacTe, 0OBIYHO C PasBUTHUA TTYXOTHI B pe-
3y/bTaTte BeCTMOY/SIPHBIX LIBAHHOM WM APYTUX
IPU3HAKOB, BTOPMYHBIX OTHOCUTETBHO MEHUHIU-
OM WIM CHMHAJIbHBIX MIBaHHOM. CpefHUII BO3pacT

nosABneHna cumnroMatukyu npu HO2 cocrasnser
20 neT, cpeHUII BO3paCcT HAa MOMEHT IIOCTAHOBKU M-
arHosa — pUMEPHO 28 JIeT.

OcmoxxHeHMsT Pa3HOOOpPAsHBI MO XapaKTepy
U BKJIIOYAIOT: C/IETIOTY BC/IEICTBME OIYXONeil 3pu-
TEeJIbHBIX HEpBOB (dallje omTMYeckux ramom) [13];
37I0Ka4eCTBeHHYI0 TpaHcdopmaryio (ManurHusa-
L[MI0) OIIYXOJI€N], Yallle OIYXOJIell LIeHTPabHOI HepPB-
HOJl CHUCTEMBl U IUIeKCH(OPMHBIX Hellpodubpom;
pasBuTHe PeOXPOMOILMTOMBI C CHMMIITOMATHYECKOI
3/I0Ka4eCTBEHHOJ apTepUabHON IMIIEPTEH3MEN; IC-
CEHIIMATbHYIO apTepMaNbHYIO TUIePTEeH3MIO (YacToe
OC/IO)KHEHNIE, MOXKET PasBUTHCS B TI060OM BO3pacTe);
CTEHO3 IOYEYHOIl apTepuy ¥ KOAPKTALMI0 aOpTh,
cBA3aHHBIe co crenuduunbiM gt HO1 Backynnm-
tom; H®l-accouummpoBaHHYI0 BacKY/IOMATUIO C IO-
pakeHHeM KOPOHAPHBIX U LiepebpanbHbIX apTepuit
(cepbesHoe mnm gaske ¢patanbHOE OCTOKHEHNE); CHU-
xeHe (noTepio) pyHKuMM HeprdepnuecKnx HepBoB
3a CYeT JINTE/ILHOTO CHIaBIeHMS OIYXONAMU (KOM-
IpeCcCHOHHAs HeBPONATUs); KocMeTndecKue fedex-
ThI BCNIE[ICTBUE PACIIONIOKEHUA OIYXOJel Ha JInIle
U OTKPBITBIX Y4aCTKaX KOXI, B TOM YMC/Ie B MeCTax
IIOCTOSAHHON MMKpOTpaBMarusanny; AedopMariuio
/WM IATO/IOTMYECKIE NT€PENOMBI KOCTel KOHEYHO-
creilt; ckomno3 (Kugpockonnos) u fedopMannio rpys-
HoI1 KneTku [14-17].

[l/ist paHHEro K/IMHUYECKOrO BBISABAEHNS 6O/Ib-
Hpix H®1 m mx pucnmancepmsanum, NpeeMCTBEH-
HOCTU Be[leHMs U IIPOBeJeHMS aJ[eKBAaTHBIX Mep
IIepBUYHOM ¥ BTOPUYHON NPOPUIAKTUKU OCIOX-
HeHMJI Ba>KHO 3HaHMe JJaHHOJI MaTO/MOTUM BpadaMM
IIePBMYHOTO 3BeHA 3[paBOOXPAHEHM:A, BKJIIOYAAd
Bpaueii-NeaTpoB, yYaCTKOBBIX M CEMENHbIX Bpa-
4eil, HEBPOJIOIOB, JIePMAaTOJIOroB, OQTaIbMOIOIOB
u xupypros. Hegocrarounas nH(popMUpOBaHHOCTD
Bpaueil 0 HellpoduOpoMaTO3e IPUBOJUT K 3a/jePIKKe
C IOCTAHOBKOIJI IMaTHO3a I Pa3BUTIIO OCIOKHEHNI.

KnuHunuyeckoe |-|a6mo;|eH|/|e

Bonbuas Tasus 1., 9 ner. Pogurenn manneHTKn obpa-
TUIUCDH HA IIpMEM K JeTCKOMY Xxupypry 25.06.2009 c xa-
nobaMy Ha oObeMHOe 0O6pasoBaHMEe B 3a6PIOMINHHOM
NIPOCTPAHCTBE, BbIABJIEHHOE IPU IIJTAHOBOM Y/IbTPa3By-
KOBOM MCC/IeIOBAHMM BHYTPEHHUX OPTaHOB IO MOBOAY
BTOPMYHOTO XPOHMYECKOTO AMCMETA00/MNIeCcKOro Ine-
noHedpuTa.

VI3 anaMHe3a )XM3HM U3BECTHO, YTO IeBOYKA POAMIACH
OT BTOpPOIT 6GepeMEeHHOCT) BTOPHIX popoB. Hacrosmas
6epeMeHHOCTD TpoTeKana Ha ¢poHe aHemun. Popbl cpod-
HbIe, caMocToATeNnbHbIe. Pogumachk ¢ maccoi tena 3100 T,
OIMHON 52 CM, OLleHKa IIo IKane Amrap — 8-9 6aJ1710B,
3akpmyana cpasy. C poxXIeHNns HaXo[MIach Ha €CTeCTBEH-
HOM BCKapMmuMBaHuUM. DU3NONTOTMYECKOI XENTYyXM He

3paukuH H.M, byykosa T.H., Yebomapesa .M., CmaxkuHa H.b. Cnydaii cemeinHoro HelpodunbpomaTosa B NpakTvike Neamnatpa 201
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Hata MeTon Pesynbrat 3aKknoyeHne
16.08.2010 YnbTpassykoBoe B npaBoii NoACHNYHO 0651aCTI B MbILLEYHOM CJ10€ BbIABAETCA 0Opa3oBaHue OKpYriomn O6bemMHoe obpa3zoBaHMe
nccneaoBaHne dopmbl pazmepom 3,9 X 1,8 CM € YETKMMU KOHTYPaMW, HECKONIbKO HEO[HOPOAHO NOACHWNYHOI 06nacTu
OpraHoB 6ploLHON CTPYKTypoi1 Ha ypoBHe Th10-L5 No3BOHKOB € pacnpocTpaHeHeM B MOAKOMXKHYIO
nonocTH, noyek KneTyarky.
Mpw LBETOBOM JOMNIEPOBCKOM KapTUPOBaHUN BI3yann3npyeTca eAVHNYHbIA KPOBOTOK
18.08.2010 MarHuTHO-pe3oHaHCcHaA  MarHWTHO-pe3oHaHCHAA KapTuUHa 06beMHbBIX 06Pa30BaHMi FPYAHOro OTAena MarHuTHO-pe3oHaHCHaA KapTuHa
Tomorpadusa rpyaHoro NO3BOHOYHMKA MOXET COOTBETCTBOBATb MEHUHIIOMaM. MarHUTHO-pe3oHaHCHble MOXeT COOTBETCTBOBaTb
oTAena No3BOHOYHUKA NPW3HaKM MHBa3M B MblLLILLY, BbINPAMIAIOLLYIO TYNOBHULLE MeHVHIoMaMm rpyHoro oTaena
C KOHTPACTHbIM MO3BOHOYHMKA
ycuneHvem
23.08.2010 MarHuWTHO-pe3oHaHcHass ~ MarHUTHO-pe30HaHCHas KapTrHa 06beMHOro 06pa3oBaHKA NPaBOro MOCTO- MarHuTHO-pe3oHaHcHas
Tomorpadus MO3KEUKOBOrO yrina — Hanbosnee BepOATHO HeBPUHOMA. MarHWTHO-pe30HaHCHbIe KapTriHa MOXeT
roJI0BHOrO MO3ra NPW3HaKM 30Hbl CTPYKTYPHbIX U3MEHEHWI B NOJIOCe SIEBON BUCOYHOW JONN — COOTBETCTBOBATb MPOABNEHNAM
obpasoBaHue rMnanbHOro psAAa, 30Ha U3MeHeHUI nocTuwemMmnyeckoro (?) xapakTepa. HeipodubpomaTtosa
MoxeT cooTBETCTBOBATb NPOABNEHUAM HelpodunbpomaTtosa
30.09.2010 YnbTpa3ssykoBas 3abpIoLWMHHO CnpaBa ¥ CieBa onpefenaeTca NapeHX1MMaTo3HO NIOTHOCT MHOTOY3/10BOe  YNbTpa3ByKoBas KapTUHa MOXET

BbICOKOYACTOTHaA
TomMorpadus opraHoB
6pIoLLHON NoNOCTH

1 3a6PIOLLHHOIO
NpoCTpaHCTBa

06.10.2010 PeHTreHOKOHTpacTHas
ToMorpadua opraHoB
6pIOLLHON NONOCTN

07.10.2010 PeHTreHOKOHTpacTHaA
Tomorpadua opraHos
rpygHOM KneTkn

29.11.2010 MarHuUTHO-pe30oHaHCHasA
Tomorpadua
rosI0BHOro MO3ra
C BHYTPVBEHHbIM
KOHTpacTMpoBaHnem

14.05.2013 MarHuUTHO-pe30oHaHCHasA
ToMorpadusa rpyaHoro
N MOACHUYHO-
KpecTLoBOro otaena
MO3BOHOYHUKA
C KOHTPACTHbIM
ycuneHmem (pUCyHOK)

obpa3soBaHue pasmepom 6,4 X 2,8 X 5,2 cm, pacnonioxeHHoe Ha ypoBHe Th12-L1
NO3BOHKOB. AOpTa NPOXOAUT B ToJLLe KOHrnomepata. CnpaBa B MATKUX TKaHAX CMIUHbI
onpefenaeTcs KOHrNoMepaT Y3108 o6LWyMy pasmepamu 6,7 X 2,8 X 4 cM, HanbonbLLKi
y3en pa3mepom 4,8 X 2,5 x4 cm. lNeyeHb, NOYKK, ceneseHka 63 04aroBbIX M3MEHeHWA.
YBenuueHna nMmdaTryeckux y3nos 6pIoLLHOI NOMOCTH, 3a6PIOLLVHHOTO NPOCTPAHCTBA,
Masioro Ta3a He BblAABNIEHO

B MArKux TKaHAX NpaBoyi NOACHWYHON 1 NapaBepTebpanbHOl obnacTeii onpeaenseTca
MArKOTKaHHOE 06pa3oBaHNe, PacnpPOCTPaHALEECA B MO3BOHOUHDIV KaHas
1 Bbi3blBaloLLee KOMMPEeCcuio CrMHHOro mosra. OnpeaenaTca IMTMyeckme ovarn
B Tenax Th12 n L1 no3BoHKOB. KapTrHa KOMMbioTEPHO TOMOrpadum MoxeT 6bITb
obycnosneHa onyxonbto Th12 11 BHEKOCTHbIM KOMMOHEHTOM, U BHYTPUKaHabHbIM

[ecTpyKTMBHO 13MeHeHbl Mo3BoHKM Th12 (Teno, gyru, nonepeuHsie otpocTku), L1 (teno,
[yTY, NOMepeYHblii OTPOCTOK). Ha 3ToM $poHe onpeaensioTca y3bl, PacronoXeHHble
MHTPaKaHasbHO, 3aHUMast €ro MPOCBET MOHOCTLIO. [PYAHbBIE 1 MOACHNYHbIE MO3BOHKM
HEOAHOPOAHbI, HeMb3A UCKIOUUTL CUCTEMHOE NopaXKeHne. BHyTpurpyaHble
numdaTryecKre y3ibl He yBenuueHbl. B erkrix oyarosble 1 HGUIbBTPATHBHbIE
M3MEHEeHVA He BblABMEeHbI

B neson BncouHom gone onpefenaeTca y4acTOK NOBbILIEHWA CUrHana B T2 1 NOHWKeHNA
T1 HenpaBUNbHOM GOPMbI C HEYETKUMMN KOHTYPaMK, He HaKananBawoLuii
KOHTpAacTHoOe BelecTBo (2,4 %X 1 %X 1,6 cm). JINKBOPHasA cMcTema ronoBHOIO Mo3ra He
paclumpeHa. Matonornyeckrx o6pasoBaHNii NO Xoay 3pUTENbHBIX HEPBOB, B X1Ma3me,
op6yTax 1 rnasHbix A6710Kax He BbiABneHO. Mo xoay VIl yepenHo-Mo3roBoro Hepsaa
crnpaBa onpepenseTca HakannvBaloLlee KOHTPacTHOe BellecTBO obpasoBaHme
1,4%x0,8% 1,2 cM — HeBpMHOMA

BbipaskeH 1€BOCTOPOHHUIA CKONMO3 rPYAHOrO OTAENa, 3aTPYAHAIOLWNIA NHTeprpeTaLmio
NonyyYeHHbIX JaHHbIX. B MpocBeTe NO3BOHOYHOIO KaHana, SKCTpaMeayiapHoO, — Ha
yposHe Ten Th10-L1 no3BoHKoB onpeaensetca o6bemHoe ob6pasoBaHme yMepeHHO
HEO[JHOPOAHON CTPYKTYpbI, pasmepamu 3,8 X 1,8 X 1,3 cm, pacnpocTpaHstoLieecs yepes

Mexno3BoHKoBoe oTeepcTue Th12/L1 cnpasa ¢ popmrpoBaHmem napasepTebpanbHOro

KOMTMOHeHTa pa3mepamu 5 x 2,5 x 2,9 cm. CXxofHOe Mo XapaKTepucTkam o6bemMHoe
obpa3zoBaHme onpeaenaeTca Ha ypoBHe MEXMNO3BOHKOBOrO fucka L1/L2

B NI€BOI MOJIOBMHE MO3BOHOYHOIO KaHasa, pacnpocTpaHsaoLLeeca Yepes nesoe
MeXMo3BOHKOBOE 0TBepCTHE ¢ pOpMUpPOBaHMEM NapaBepTebparbHOro KOMMOHEHTa,
pa3mepamu cymmapHo 3,7 2,8 7,5 cm.

B MArKMX TKaHAX CNHbI MapaBepTebpanbHO Cnpaga, Ha ypoBHe no3soHkoB Th11-L1,
onpeaensioTcA CXOAHbIE MO XapakTepuncTuke obpasoBaHna pasmepamm Ao 1,8 x 1,2 cm.
CnMHHOM MO3T KOMMNPECCMPOBaH Ha ypoBHe No3BOHKOB Th11-L1, cmeLyeH BneBo.
OnpepfenseTcs 30Ha BAaBneHus B Teno Th12 no3soHkKa.

Mo 3afiHel NOBEPXHOCTIN NO3BOHOYHOIO KaHana Ha ypoBHe Tena Th7 onpepensetca
CXOXee Mo XapaKTeprCTKaM SKCTpameaynnapHoe o6bemMHoe 06pa3oBaHye OKPYroi
dopmbl pazmepom 1,6 x0,9x 1,2 cm, 3aHUMatoLLee 6onee 50% Nnowaan KaHana
1 YMEPEHHO KOMMpPeCccupytoLiee CMMHHOM MO3T Ha NPOTAXeHnn 1 cm

6bITb 06YC/IOBNEHA OMYXONblO
3a0pIOLIMHHOrO NPOCTPaHCTBa
C pacnpocTpaHeHrieM B MArKM1e
TKaHV CrHbI

MsrkoTkaHHoe obpa3oBaHvie
NOSAICHNYHOI obnacTn

KapTunHa KomnbloTepHoW
TOMOrpadumn MoxeT bbITb
06yCIOBNEHa OMyXOeBbIM
nopakeHnem no3BOHKOB
Th12 n L1 n Tpoduvecknmmn
N3MEHEHNAMM B NMO3BOHKaX
rPYAHOTO U NOSICHNYHOTO OTAENOB

HespuHoma npepasepHo-
YNMTKOBOIO HEpBa CripaBa.
YyuacTok rnnosa (?), KUCTo3Hom
TpaHchopmaumu (?) neBoii
BUCOYHOW A0ONMn

CocToAHue nocne yoaneHua

MEHUHrMombl Th9-L1. MarHuTHO-
pe30HaHCHasn KapTrHa 06beMHbIX
06pa3oBaHNii MO3BOHOYHNMKA
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HaJbIUPYeTCsA efMHUYHOEe 00pa3oBaHMe OKPYITION ¢op-
MBI pasmepoM 4x 1,8 cm. Ilpu manpnannm 6e360me3HeH-
HOE, CTTasAHHOE C OKPY>KAIOIMMU TKaHAMY, KOXKa HaJi HUM
He u3MeHeHa. C IMarHo30M HOBOOOpPa3oBaHMS IPABOTO
3a0pIOIIMHHOTO IIPOCTPAHCTBA IAljMeHTKA Halpasie-
Ha Ha 0o0C/emoBaHue U JIeYeHMEe B OHKOJIOTMYECKOE OT-
nenenue OO6IacTHONM [ETCKOM KIMHUYECKON OONIbHMUIIBI
r. CaparoBa. OT rocnmuTanu3anun 1 onepaTUBHOIO jieue-
HUA POJUTENN KaTeTOPMYECKI OTKA3aINUCh.

-

p

C asrycra 2009 o aBrycr 2010 r. pe6eHOK ¢ pofuTen-
MU Haxofuaca B ApMeHun. B Tedenne roga oTMedeH pocTt

Tllllllll

onyxonu 10 4,9 X 2,9 cm, pasBuTie BTOPOI OIyXO/N B IIpa-

BOJI NOACHNYHOI 00/1aCT pasMepoM 2 X 1 ¢M; IOSABUIINCD

_

FO/IOBHBIE 06O/ B BICOYHOI 06/1aCTI CpeiHeil IHTEeHCUB-
HOCTH, NPEUMYIIECTBEHHO Ipy (GU3NMIeCcKOoil U IICHXO-
SMOILIMOHA/BHON HAarpysKe. PBOTBI, TOTOBOKPY>KEHMIT He
6p1710. ITo mpubeiTiy B CapaToB CaMOCTOSTENBHO 00paTH-

nuch B Knnungeckyio 6onpuuny um. C.P. Muporsopiiesa,
IJie HaXO[JM/INCh Ha CTaljMoHapHOM yedenun ¢ 13.08.2010
mo 24.08.2010.

MarHUTHO-pe30HaHCHaA TOMOrPaMma rPYAHOrO ¥ MOACHUYHO-KPECTLIOBOrO OTAesNa Bbin mpoBefieH KOMIUIEKC MCClefoBanmit (tabmuiia).

MO3BOHOUHMKA C KOHTPACTHBIM YCUMIEHVEM: BU3yan3vpyeTcs 0Opa3oBaHve Ha ypOBHE B pesy/ibTaTe BhIABIEHD! 06beMHbIE 06Pa30BAHIS TPYIHO-
no3soHkoB Th10-L1 (A — ykazaHo cTpenkoit 1), L1-L2 (A — yka3aHo cTpenkow 2)

nTh7 (b - yka3aHo CTpenkoi 3)

6b1710. Poca m pasBMBa‘ach COOTBETCTBEHHO BO3PACTY.
Ha pucnancepHom ydere y HeBpOJIOra B Te€YeHUE MEPBO-
TO rofia He COCTOsANa. VI3 mepeHeCeHHBIX 3a00/IeBaHMIL:
pefKIe OCTpble peCupaTOpHbIe BUPYCHbIE 3a00IeBaHMA.
IIpodunakTuyeckue NPUBUBKUA B HeKpPeTUPOBaHHbIE
cpokn, 6e3 ammepruieckux peakuuit. IIpo6a MaHTy oT
07.04.2008 - 11 mm, ot 10.06.2009 - 10 MM.

B 2008 r. nmonyyasna nedenue y GpTusuarpa mo moBOAy
[IePBUYIHOTO TYOUHPUIIMPOBAHN.

C 2008 1. cOCTOUT Ha AUCIAHCEPHOM y4eTe C JMarHo-
3aMM XPOHMYECKOTO BTOPMYHOTO IMCMETab0NINIecKOro
nuenoHepUTa ¥ XPOHUIECKOTO raCTPOLYOEHUTA.

HacnencTBeHHOCTh  OTATOLIEHA: MaTh ITALIMEHTKM
yMmeprna B 2013 1. B BospacTe 35 jeT, ;uarHo3 «Heiipodu-
6poMaro3 1-ro THUIIa, OIYXOJIb TOJIOBHOTO MO3Ta», y CTap-
mero 6para 19 nmer HD2, HeBpMHOMBI CTYXOBBIX HEPBOB
U KaK C/Ie[ICTBME — ITTyXOTa.

/13 aHaMHe3a 3a00/eBaHNUA HM3BECTHO, YTO OOIbHA
¢ utoHA 2009 T., KOTa BIIepBbIe aMOY/IaTOPHO NPY MIaHO-
BOM IPOBE€/IEHUM Y/IbTPa3BYKOBOTO MCCIENOBaHNSA TTOYEK
110 TIOBOJy XPOHMYECKOTO BTOPMYHOTO AUCMeTabosmye-
CKOro nMeToHedpuTa ObIIO BHIABICHO B IIPABOII MOACHUY-
HOIT 06/1aCTH B MBIIIEYHOM CJI0e 06pa3oBaHIe OKPYIION
¢dbopmbl pasmepoM 3,9 x 1,8 cM ¢ 4eTKMMM KOHTYpaMu, He-
CKOJIBKO HEOJJHOPOJHOI CTPYKTYpoii Ha ypoBHe Th10-L5
ITO3BOHKOB C PACIPOCTPAHEHMEM B IOJAKOXHYIO K/I€TYaT-
Ky. Hampapnena Ha KOHCY/IbTal[UIO K IETCKOMY XUPYPTY.

B momuxnumHumke Ha mnpueme y HETCKOrO XMpypra
11.06.2009 Status localis: B TOsACHNYHOIT 0OnacTu crpasa

rO OT/ie/la TIO3BOHOYHMKA, KOTOPbIe MOTYT COOTBETCTBO-
BaTb MEHMHTMOMAM; OIIyXO/b (LIBAHHOMA) 3a6PIOLIHHO-
rO MPOCTPAHCTBA C PaCHPOCTPAHEHMEM B ITO3BOHOYHBIN
KaHaJI, MOACHNYHYI0 00/1acTh cIpaBa; Tpoduueckue us-
MEHEHMS B IO3BOHKAX I'PY/IHOTO U MIOSACHUYHOTO OT/E/NIOB;
06beMHOe 0OpasoBaHMe OOTACTU IIPABOTO MOCTO-MO3-
JKEYKOBOTO YIJIa 11 JIEBOII BUCOYHOII 101 (HEBPUHOMA).

YuuTbiBas BbIIEN3/TOKEeHHble IpusHaky, 13.10.2010
IIpOBefjeHa ONepalus: BbIAENCHO OIMYyX0/leBoe 06pa3oBa-
HME U3 OKPY>KaIOLMX TKaHel M MBI pasMepamMu 4 X 5 cm
U yJiaieHo. YCTaHOB/IEH KIMHUYECKMIA UAaTHO3 «IIBAHHO-
Ma 3a0pIOLIMHHOTO IPOCTPAHCTBA C PACIPOCTPAHEHMEM
B INO3BOHOYHBIN KaHaJ, MOACHUYHYIO OONAacTh CIpaBa.
CocTostHue nocne yganeHus onyxonn. Heitpopubpomaros
1-ro tuna. O6’beMHOE 0OpasoBaHye 06/1aCTy IIPABOTO MO-
CTO-MO3>K€UKOBOTO yT/Ia U 7IeBOJI BUCOUHOI IOMM».

14.10.2010 KOHCYTBTHPOBaHA 0 TaTBMONIOTOM — ITINO-
Ma 3pUTENTbHOTO Hepsa (?).

19.10.2010 KOHCYTBTMPOBaHA TEHETUKOM, U IIOCTIE aHa-
nusareHa NF I (mpobaup, Mats, 6par, orel, 6abyika) mop-
TBepXkZieH guarno3 HO1.

26.10.2010 mpoBeeHa OMONCKSA ONYXOMU B BUCOYHOI
[o7le C TUCTOIOTMYECKUM MCCIefoBaHMeM: Mopdomoru-
yecKas CTPYKTypa OIYXOIM U JaHHbIE MMMYHOTMCTOXM-
MMYECKOTO MCCIeOBAaHUA COOTBETCTBYIOT HOOpOKade-
CTBEHHOII IIBAHHOME C yYaCTKaMM K/IETOYHOIO CTPOEHM .
MaruuTtHo-pe3oHaHcHas Tomorpadus or 29.11.2010 moa-
TBepAWIa Hajln4lie HEBPYHOMBI IPeJ/IBEPHO-YTMTKOBOTO
HepBa CIIpaBa, BEPOATHO, C ITIMO30M KUCTO3HONM TpaHC-
dbopmauu 1eBoI BUCOYHOI fomu (CM. TAaOINUILY).

KnnHanveckn pobpokayecTBeHHas LIBAHHOMA cels
He mposBIsAna [0 ceHTsA6ps 2011 roma. IlocremeHHO

3paukuH H.M, byukosa TH, Yebomapeea [, Cmaxkura H.5. Criyuait cemeitHoro Heiipodrbpomatosa B NpakTvike neguatpa 203
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CYMITOMAaTHKa HapacTala: HOSABMIACh OONb B HIDKHMUX
KOHEYHOCTAX IIpK pU3MUECKOll HarpysKe, a TAaKxKe Iapes
HIDKHUX KOHEYHOCTel 1o 4 6aIoB, 4To MoTpeboBaIo mo-
BTOPHOTO XMPYPTIMYECKOTO BMEIIATeNbCTBA.

OuepenHas omepanusA mposefeHa 15.10.2012: ymae-
Ha TUTAHTCKasg MHTPaA-3KCTpaKaHa/lbHasg MEHMHTMOMA
II0 TUITY IIECOYHBIX YaCOB C NMapaBepTeOpabHBIM POCTOM
cnpaBa Ha ypoBHe Th9-L1 HO3BOHKOB C BBIpa>ke€HHOII
KOMIIpeccuel CIMHHOTO MO3TIa.

ITocne omepanum COXpaHANNUCh M HApacTaau B [u-
HaMUKe HaOMIOfeHNs MPOSBICHNS HIDKHETO Iapamape-
3a. OTO HOTPeOOBAJIO IPOBEJEHNA OIOTHUTEILHOTO
MarHUTHO-PE30HAHCHOTO MCC/IEJOBAaHMA IO3BOHOYHMKA
14.05.2013, mpu KOTOpOM BbIsIBJIeHa KapTuUHA 06BEMHBIX
006pa3oBaHMil TO3BOHOYHMKA (CM. TabIMLLY).

PekoMeH0OBaHO HAO/IOEHE HEIPOOHKOJIOTA, TIefjua-
Tpa U XMpypra.

B macrosamee BpeMsa manueHTke 17 jeT, OHa MHBAIUT
nepBo¥i rpynmbl. OTMeYaeTcss HpOrpeccupoBaHe aToNo-
TMYECKOTO Ipoliecca: MpopacTaHye ONyXOnu B CIMHHONM
MOST U KaK CIeJICTBME — HVDKHUIL IIaparnapes.
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C TOATBEPXKJEHHBIM Y POJCTBEHHUKOB IIepBOIl
crenenn poxcrsa HO1 m HO2, 4uto, cormacHo pu-
arHOCTMYECKMM KDUTEPUAM, PEKOMEHIOBaHHBIM
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ne3Hu PexnnHrxayseHa).
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A case of familial neurofibromatosis

in pediatric practice

N.I. Zryachkin' - TN. Buchkova' - G.I. Chebotareva' -

N.B. Styazhkina?

The article describes a clinical case of familial
neurofibromatosis. Neurofibromatosis type 1
was diagnosed in a 9-year old patient according
to diagnostic criteria by the International Expert
Committee on Neurofibromatosis, based on two
criteria: 2 or more neurofibromas and neurofibro-
matosis type 1 and type 2 in the first-degree rel-
atives. The particulars of the clinical case include
the absence of any skin manifestations and an
unfavorable prognosis. High awareness of this
disorder among primary care physicians, includ-
ing pediatricians, generalists and family doctors,
neurologists, dermatologists, ophthalmologists
and surgeons, is necessary for early clinical iden-
tification of neurofibromatosis type 1 patients

and their regular clinical monitoring, continuity
of management and implementation of adequate
measures of primary and secondary prevention of
its complications.

Key words: neurofibromatosis, children, diagnos-
tics
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