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bone3Hb PeknunHrxayseHa
(Hempodmndbpomartos | Tuna)

Autosomal Dominant

HacnenoBaHue: At
- ather
dyTOCOMHO-OOMWHAHTHbIN TUM C Y8
BbICOKOM NeHETPaHTHOCTbIO U

BapmnabenbHOn 3KCNPECCUBHOCTLIO.

».  Unaffected
Mother
e ) @

0% 0% 2t

]
B 50 % cny4yaeB 3abonesaHue JU

ABNAeTcHa HacneacTtBeHHbIM, B 50 % -
pe3ynsraTtoM CNOHTAaHHOW MyTauun.

NonynauunoHHada 4yacTtorTa:
1:3000—1:4000.

CoOTHOLWeHMe Nonos:

M )I( —_ 1 1 Affected Unaffected Unaffected Affected
Child Child Child Child



OdnarHoctuyeckue Kputepum
(HaunoHanbHbI MHCTUTYT 3aopoBba (CLUA), 1987 r.)

[narHo3 MoxeT ObITb NOCTABMNEH NPU HAaNU4YUK y 6ONbHOIo
No KpamHen mepe ABYX U3 NEPEYNCNEHHbIX HKE NPU3HAKOB:

v'He MeHee NATU NATEH LBeTa Kode ¢ MOSTOKOM
anameTpom boriee 5 MM y geten npenyodoepTaTHOro
BO3pacTa U HE MEHEE LLECTU TaKuUX NATEH ANAMETPOM
bonee 15 mm B noctnybeptaTHOM Nepuoae;

v

Stumpf D.A., Alksne J.F., Annegers J.F. et al. Neurofibromatosis // Arch. neurol. — 1988. — 45. — 575-578.



OdnarHoctuyeckue Kputepum
(HaunoHanbHbI MHCTUTYT 3aopoBba (CLUA), 1987 r.)

v'ABe n 6onee Henpodpundbpombl noboro TMna nnn ogHa
nrekcmdopmHaa Hempodpmnbpoma;

Stumpf D.A., Alksne J.F., Annegers J.F. et al. Neurofibromatosis // Arch. neurol. — 1988. — 45. — 575-578.



OdnarHoctuyeckue Kputepum
(HaunoHanbHbI MHCTUTYT 3aopoBba (CLUA), 1987 r.)

v MHOXECTBEHHbIE MerKMe MMrMeHTHble NATHa Tuna
BECHYLLEK, JTOKarin3oBaHHbIE B KPYMHbIX KOXHbIX
Cknagkax (noamMbilleYHbIX /U NaxoBblX);

Stumpf D.A., Alksne J.F., Annegers J.F. et al. Neurofibromatosis // Arch. neurol. — 1988. — 45. — 575-578.



[OnarHocTuyeckue Kputepum

(HaunoHanbHbIN MHCTUTYT 3gopoBbsa (CLUA), 1987 1.

v’ rnMomMa 3puUTENbHOro HepB.:

|

v'ABa n 6onee y3enka Jlnwa (NMMrMeHTUPOBaHHbIX
raMapToM Ha pagyXHon 0Doroyke), OOHapyXMBaeMblX
npu uccnegoBaHnM € NOMOLLbIO LLeneBoun namnbl,

) ” - P " ]
' _" ) . | /

Stumpf D.A., Alksne J.F., Annegers J.F. et al. Neurofibromatosis // Arch. neurol. — 1988. — 45. — 575-578.




OnarHocTnyeckue Kputepum
(HaunoHanbHbI MHCTUTYT 3aopoBba (CLUA), 1987 r.)

v'KOCTHble aHOManumun (MCTOHYEHWE KOPTUKANbHOTO
cnosi Tpyb4yaTtbix KOCTeNn, YacTo npmBosiLlee K
POpPMMPOBaHMIO NMOXKHbIX CYCTaBOB);

v'Hannyne H®1 y poacTBEHHUKOB NEpPBON CTEMNEHU
poacTea.

Stumpf D.A., Alksne J.F., Annegers J.F. et al. Neurofibromatosis // Arch. neurol. — 1988. — 45. — 575-578.



KnnHnyeckumn cnyyan

[eBo4ka A., 16 neTt, noctynuna B otaeneHne OeTCKOU
Kapauonorun n kapaunoxupyprum MHBX um. B.K. I'ycaka ans
obcrnegoBaHns NO NOBOAY Taxukapaum v Wyma B cepaue.

XXanoObl : 6o5b B nosicHuLe, obrnacTtn aroguu u beaep,
ycunumeatowascad B HOYHOE BpeEMSI.

AHaMHe3 3aboneBaHuA.
*Bonb 0ecnokouT B Te4eHne 6 Mec.

=3a rog Ao NocTynreHuss nepeHecna onepauuto no nosoay
onyxoreBmaHoro obpasoBaHua B 0bnacty 60nbLMX NosioBbIX
ryo. ['mcronornyeckn - nnekcudopmHas Henpodundpoma.

=B TeyeHmne nocnegHnx OByx NeT NoABUINUCH NpU3Hakn 6onesHu
Xunbbepa, XpOHMYECKOrO XONeLUnucTUTa U XPOHNYECKOro
racTpoayoaeHuTa.

=OTCcTaeT B YMCTBEHHOM U MOJIOBOM PaA3BUTUMN.



CeMeMHbIN aHaMHe3

BonbHaga U3 counanbHO Hebnaronony4yHom cembun: poanTenu
NULLIEHBbI POAUTENBCKNX NPaB, B CBA3U C YEM C 7-NETHErO
BO3pacTa AeBoYKa NPOXMBAET B LLKOMe-nHTepHate. CtapLunm
bpaT ymep ot Tybepkynesa nerkux 10 net Ha3ag.

OOBLEeKTUBHO:

"COCTOSIHME MauMneHTKN cpeaHen
TSXKEeCTU u3-3a 60neBoro cuHapoma.

*"HOPMOCTEHNYECKOIO TENOCNOXEHUA,
YOOBNETBOPUTENBHOIO NMTaHUA,
BTOPUYHbIE MONOBLIE NMPU3HAKN He
BbipaXeHbl.

=KoXHble NOKPOBbI N BUOANUMbIE
CITM3NCTbIE Cy6|/||<Tep|/|qu|.

=Ha Ko)Xe nmernun Mmecto MHOXECTBO
NATeH KOdbenHoro LuBeTa




KoXxHble nposaBneHus

50x3,0cm

'

4

8,0x45cm

MHuoxecTtBo nAteH 0,3-0,5 ¢cM no Bcet NOBEepXHOCTU KOXM

1,0x10n20x10cm
<4

-~




KoXxHble nposiBneHus

*Ha nuue cBeTnble
BECHYLLKMN.

*B nogmbieYyHbIX 0bnacTax,
bornblue cnesa, CryweHue
TEMHbIX BECHYLLIEK.

*HapyLleHne ocaHKn 3a CYeT
KNJOCKOoNMo3a B rpyaHoOM
oTAene No3BOHOYHMKA.

*[Tanbnaumns B ToYKax BbiXO4a HEPBHbIX KOPELLKOB Ha
YPOBHE HWXHUX MOACHUYHbIX MO3BOHKOB Oblna
bonesHeHHoOW, bonblUle NPU HaKNOHaX BHU3 U B CTOPOHDI.



Knnuunyecknm cny4vam (npogormkeHme)

=Crnnsucrtasi 06osio4Kka NonocTM pTa YncTtas, po3oBast, A3blK y
KOPHA 0OnoXkeH 6enbiM HaneToMm.

*[lepnpepunyeckne numdaTnyeckme yarbl He YBENUYeEHbI.
[TepKyTOpPHO Hag NEerknmm siCHbIN NeroYHbIv 3BYK,
ayCKynsTaTMBHO — Be3UKYNndpHoe AbixaHue, 20 B MUHYTY.

*['/paHnUbI cepaua B npegenax HopMbl. TOHbI ACHbIE,
PUTMUYHBIE, yYauleHbl Ao 100 B MuHyTy. Ha Bepxywke us V
TOYKE BbICIyLUMBASICA KOPOTKUUA CUCTOSTMYECKUN LLYM.
ApTtepunarnbHoe gasnenue 115/70 mm pT.CT.

“[pn nanbnaunn OPIOLLHOW CTEHKU ONpeaensannco
MHO>XEeCTBEHHble NOAKOXHbIe y3enku ao 10 mm B gnametpe.
YKnBOT npu nansnaunm Marknim, 6e3bonesHeHHbIn. [eveHb
BbICTyNana us-nopg kpasi pebepHom ayrm Ha 1,5 cm.
Cenes3eHka He nanbnupoBanacb. OTMe4anachb CKIOHHOCTb K
3arnopam, MoveuncriyckaHme He HapyLUeHoO.



Pe3synbratbl 06CcnegoBaHus

KnnHnyeckmn aHanmna KpoBu: ap. - 3,6 x 10%%/n, Hb - 124 r/n,
LIM - 1,0, nenk. - 5,8 x10°%n,3-2,M-5,C-62,J1-20, M - 11,
COD - 6 mm/yac.

KnnHnyecknn aHanna moyun: ya. sec 1020, peakuusa kucnagd, 6enok -
HET, caxap - HET, nenkounTbl 1-2 B n/3p., anuTenunn - HebonbLL. K-BO.

Kan Ha anua rmmcTtoB 1 cOCKOD Ha 9HTepObMO3 oTpuLaTenbHbIN.

bunoxnmmnyeckum adanus kposu: CPb - 0, cnanosas k-ta - 0,15; A
- 0,18; cepomykoung - 40,3; nogHas - 0; odbwmn 6enok - 88,0 r/n;
XornecTtepuH - 4,7 MKMorb/n; B-nunonpotenabl - 32 d.eq;

Na - 144,0 mmonb/n, K - 3,8 mmonb/n, Ca - 2,55 mmone/n; caxap
KpoBu 5,3 MMornb/n;

BunupybuH obLwmin - 39,24 mMkmonb/n; npamon onnupybuH - 26,15
MKMOJb; HenpsimMon 6unmnpyouH - 13,09 mkmons/n; AJ1T - 0,21
mkmonb/n; ACT - 0,35 mkmonb/n.

[ OPMOHbI LUUTOBUAOHOW Xene3bl B Npeaenax HopMbl.
OcmoTun4yeckast pe3auCTEHTHOCTb 3PUTPOLUTOB:
min - 0,46%, max - 0,3%.

AHnTntena IgM n IgG k Tokconnasme He 0bHapyXeHb!.




Pe3synbratbl 06CcnegoBaHus

IAKI: put™m cnHycoBbin, perynspHbin. [NonoxeHne S0C
BepTUKanbHOE, CUHYyCcCOBas Taxukapgus, YactoTa
cepaeydHbIX cokpalwleHmn 102 B MUH., HeNosnHasa 6nokaga
NpaBou HOXKWU nyyka ['Mca, cmHopomM paHHEN
penonspusaLnm >XKenyaoyKkos.

IAxoKI: kamepbl cepgua MMeT HopMarbHble pa3Mepbl U
cokpaTtumocTb. KnanaHbl cepaua He naMmeHeHbl. Ppakuus
BblOpoca 65%.

PeHTreHorpadgpua opraHoB rpyaHOU KNEeTKWU:. JNIEroYHbIe
nons odbbl4MHOW NPO3PaYHOCTM, NIEFOYHbLIN PUCYHOK DO€e3
ocobeHHocTeN. KOpHU CTPYKTYPHbI, CUHYCbl CBOOOAHbI,
OpraHbl CpeaoCTeEHNS U cepaLe B HOpPME.




Pe3ynbTaTthl 00CnepgoBaHus

"PeHTreHorpadma yepena N3mMmeHeHUN B KOCTHbIX
cBogax yepena He BbigdBNeHo. TypeLlkoe ceano B
HOpMEe.

"PeHTreHorpapoua nossCHM4YHO-KpPEeCcTLOBOro otaena
NO3BOHOYHUKA N3MEHEHUWN HE BbISIBIIEHO.

*CnupanbHasa KOMNbIOTEPHas TomMmorpadus
NOSICHUYHOro oTAeria NO3BOHOYHUKA: KOCTHO-
OECTPYKTUBHBIX M3MEHEHUI HE OBHAapYXeHO.

=93l ymepeHHble anddysHble U3MEHEHUSA
BMO3NEKTPNYECKNX NOTEHLUMANOB, NOBbILLEHHAS
CydOpOXHasa roToOBHOCTbL MO3ra.




Pe3ynbTaTthl 00CnepgoBaHus

Y3W opraHoB manoro ta3sa: reHuTanbHbIn UHQRAHTUITN3M.

Y3U opraHoB OpIOLLUHOM MOJSIOCTU: NEYEHb YBENTNYEHA,
ofHopoaHas, 6e3 ocobeHHocTen. XKenyHbin ny3blpb
yBenuyeH, 70 X 22 MM, TOmLWKMHA CTEHKU 2,6 MM, MO
3aHEN CTEHKE MHOXECTBO KOHKPEMEHTOB 40 3 MM B
avameTpe, Xoneaox paclmpeH 4o 6 MM B AnameTpe.

[log)xkenyoo4vHas Xenesa He
yTOmnuleHa, NioTHagd, cerne3eHka
ogHopoaHasa, 6e3 ocobeHHOCTEN.




Pe3ynbTaTthl 00CnepgoBaHus

PebeHOK OCMOTpPEH crneuunanmctamu:

HeBposior — pesnayanbHaga aHuedanonatusa c
3a0epPKKON NCUXOMPU3NYECKOro pasBuUTUSA, KNPOCKONO3
NO3BOHOYHMKA C NoMOopaauKyrnoarirmen crnpasa;

TMHEKONor — reHnTanbHbIM UHPAHTUNNIM;

bTn3naTp — gaHHbIX 3a TyO6epKynesHbii CIOHANIINT
HET;

OKYIUCT — MUOMUSA BbICOKOW cTerneHmn, amonuonmsa OS,
rmasHoe OgHO B HOpPMe.




KnnHuyeckmuu gnarHos:

OcH.: Henpodgunbpomartos (boresHb PeknuHrxayseHa).

Con.: bornes3Hb Xnnbbepa, XpOHNYECKNA
KarnbKyne3Hbl XoneuncTuT. XpOHNYECKUA
racTpoayodeHUT, peMmuccug.

Pe3ngyanbHaa sHuedanonatuga ¢ 3agepXKkou
NCUXOdPU3NYECKOro pasBuTuS.

Knapockonmos no3BOHOYHMKA C
nomMmbopaaukynoanrmen cnpasa.

[ eHnTanbHbI UHPAHTUNNIM.
Mwvionusa BbICOKOU cTeneHun, amoénuonus cresa.




JleyeHue:

aneta Ne5, guknodeHak HaTpusa, Kapcun,
acceHumane, sutamuHbl B1, B6, 3P0 ¢ HOBOKaHOM
Ha NOSACHM4YHYIO 0bnacTb, UHAOMETALMHOBAA Ma3b

Ha obnacTb KpecTua u aroaul, Maccax, aydanak,
racTpuTor.

IEl,J'II/ITeJ'IbeII\/II npuemM HeCTEPOUOHbLIX NMPOTUBOBOCHNAJIUTESIbHbLIX
cpenctB NnpUBEI1 K NoOABIIEHUKO NKTEPUHHOCTIN KOXHbIX
NOKPOBOB U CJIN3NCTbIX, YTO NoATBEPXKAOEHO MNOBbILLEHNEM

YPOBHA OUnmpyouHa o 56,6 MKMOsib/n 3a cHET HENPAMOW €ro
dopakumm (43,6 MKMOIb/N)




MPT nosscHn4yHoOro ortgena no3BoHOYHMKA

B no3BOHOYHOM KaHarne Ha ypoOBHE 5-ro NnosiCHUYHOro
No3BOHKa obHapyxeHO obpasoBaHue pasmepom 2,6 Xx 1,4 cm C
N30nHTEHCUBHbLIM MR-curHanom, 4To cBuaeTenbcTBOBano 0b
9KCTpameaynnsipHoM HoBoobpa3zoBaHUM Ha YPOBHE L5
NO3BOHKA C BTOPUYHBbIMU U3MEHEHUAMM NO Xoay 0OOsIoHeEK U
KOPELLKOB KOHCKOro XBOCTA.

Sczfl \‘




KnnHnyeckumn cnyvyan

BbipaxxeHHOCTb 6051EeBOro cMHgpomMa siBunach
NnokasaHuUeM A5 onepaTuBHOINO BMellaTeNbCTRa.
PebeHok Dbl nepeBeneH B oTAENEHNE HEUPOXUPYPIUU,
roe Oblno yganeHo HoBoobpa3oBaHME pa3MepoMm 4,6
X 2,5 x 1,2 cm Ha ypoBHe L5 no3BoHKa.

'MncTonorn4yeckoe 3aknr4veHue: «nrnekcudopmHas
Henpodgmnopomay.

[locneonepaunoHHbIN Nepuoa npoTtekan rnagko. B
YOOBJIETBOPUTENBHOM COCTOAHUN PEDEHOK Dbl
nepeBeeH B HEBPONOrM4eckoe otaeneHme ans
NpoOBeAEHNA Kypca peabnnutaumuoHHbIX MepornpuaTin. B
nocnegywouwmne 6 mecsues 60nNeBon CUHAPOM He
peunanBupoBar.




BbiBOObI:

1. HecmoTps Ha peakocTb 6one3Hn PeknmHrxayseHa,
OETAM C NMUIMEHTHLIMWN NMATHAMWM Ha KOXe, 3a0ePXXKOoW
PEYEBOro U MHTENSEKTYanbHOro pas3BuTuUA
HeobXoaMMO UCKIoYaTb AaHHYHO NaToMOrnio C
MCMoSfb30BaHWEM BCErO CreKkTpa COBPEMEHHbIX
ONarHOCTUYECKNX METOOOB.

2. [leTn ¢ ycTaHOBNEHHLIM AMAarHO30M HYXXOalTCs B
KOMMMNeKCHOM obcnegoBaHuM negnartpa unm
ceMenHoro Bpaya, npu HeobxoanMocTn —
HeBponartosiora, Aepmaroriora, opronega Kaxable 6
MecsLueB C Ha3Ha4YeHneM HeobxoanmMbliX nevyebHo-
peabunnMTauuoHHbIX MEPONPUATUIA AN YNydlleHUs
KayecTBa XU3HWU OAHHOIMO KOHTUHreHTa 60nbHbIX.







