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IIpencraBieH aHaiu3 maToreHe3a 3a00JeBaHUsI, MEXAHM3MA MOPAKEHHS LEHTPAIBHOW HEPBHOW CHCTEMbl, MPOAHAIM3UPOBAHBI
001Ias KIMHAYECKAs KapTHHA HelipoduopomaTo3a 1-ro Tna, ero JUATHOCTHYECKHE KPUTEPHH, ONUCAHA crelU(HKA KOTHUTHBHOTO
Pa3BUTHS NPH JAHHOM 3200JIeBAHUH C YIIOPOM HA HAPYIIEHUsI IOBEIEHUs ¥ PACCTPOICTBA ayTHCTHYECKOro cnekrpa. [Ipeacrasieno
onucaHue KJIMHUYECKOro cryyasi Heiipouopomaro3a 1-ro Tuna (y majabuuka 6 jer 10 mec), B KOTOPOM, HAPSAY ¢ NATHAMU Kodeii-
HOTO IIBETA HA KOXK€, MOJKOXKHbIMU (huOpomMamu, OHUM W3 MEPBBIX CUMITOMOB 3200JI€BAHMS ObLT TAKKe BPOKIECHHDII JIOKHBII
cycTaB KocTeii JieBoii rojienn. OTCyTCTBHE Pe4eBOro pasBUTHsS M PACCTPOMCTBO AYTUCTHYECKOTO CHEKTPA ObLIN KJII0YEBbIMM NPO-
0JeMaMul P TAJIbHEIeM PA3BUTHH PeOEHKA.

Karouesvte caoea: demu, neiipogpubpomamos 1-eo muna, 6onezuv Pexaunexaysena, NF1, nopascenue nepgHoil cucmemol, paccmpoii-
cmeo pazgumusi.
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The article presents an analysis of the pathogenesis of neurofibromatosis type 1, the mechanism of damage to the central nervous
system. It analyzes the general clinical symptoms of neurofibromatosis type 1, its diagnostic criteria, describes the specifics of cogni-
tive development in this disease with an emphasis on behavioral and autism spectrum disorders. The authors describe a clinical case
of neurofibromatosis type 1 (a boy, 6 years and 10 months), in which, along with coffee-colored skin spots, subcutaneous fibromas,
one of the first symptoms of the disease was also a congenital false joint of the bones of the left leg. Absence of speech development and
autism spectrum disorders are key problems in the cognitive status of the child.
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eiipopnbpomaTo3 1-ro Tuma, wiIMm 0OOJIe3HBb

PexnuHrxayseHa, — ayTOCOMHO-IOMHWHAHTHOE
reHeTUYecKoe 3abojieBaHMe, TPOSBISIONIeecss B Hapy-
IIEHWW Pa3BUTUS HEPBHOI CHUCTEMBI, KOCTE M KOXMU,
ropaxaroliee Bce TOCNeAylollee MOTOMCTBO 0e3 TeH-
nepHbIX pasninunii. [To cOBpeMEHHBIM JaHHBIM, 3a00Je-
BaeMOCTb HelpohubpoMaTo3oM [-TO THUMa COCTaBISIET
1 na 2600—3000 uyenosek. IIpu stom 50% Bcex ciy-

YaeB — YHacJIeJOBaHHBIE, B TO BpeMs KaK OCTaJIbHbIe —
criopaguyeckue, BO3HUKAIOIIUE de novo B XpOMOCOME,
nojiyyeHHoi oT otua. C yBeJlMyeHUEeM Bo3pacTa OTla
MOBBIIIACTCS PUCK BO3HUKHOBEHUS MyTauu [1].

MatoreHe3 3ab6oneBaHna

T'en NFI pacnionoxeH Ha xpomocome 17q11.2 u konu-
pyeT HeiipocdurdbpoMuH — npoaykT reHa. Heiipoduodpo-
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MHWH HIMPOKO 3KCIPECCUPYeTCs] B Pa3IMUHBIX TKaHSIX
(TIpenMyIIeCTBEHHO B HEWpOHAaX, OJIUTOACHAPOIIMTAX
M IIBAaHHOBCKUX KJIETKaX), (YHKIIMOHUPYET KaK IreH —
CyMnpeccop OIMyXOJu, KaTaJIM3UPYIOIIMNA WHAKTUBALIUIO
RAS (BUpycHOTO OHKOTeHa CapKOMBI KPBIC) TTIOCPEICTBOM
rUApoJM3a ryaHo3uHTpudocdara B ryaHo3uHaudocoar.
Myranus unu ynaneHue reHa NFI nipuBomuMT K (peHo-
TUTIMYSCKUM TIposiBieHusIM 3abojyieBanus [2]. Ilorteps
HelipouOpoMUHA TIPUBOIUT K JE€3MHTMOMPOBAHUIO
MUTOTEH-aKTUBMPYEMOTO TPOTEMHKWHA3HOTO KacKanua
RAS—MAPK, 3zakmouaromemycss B aktuBaliuu RAS,
CTUMYJISILIMM Kackala «IIPOTOOHKOT€HHasl CEPUH/TPeo-
HUHOBas nporemHkuHaza (RAF) — MuUTOreH-akTUBU-
pyemast ipotremnkuHaza (MEK) — kwunHaza, perynupy-
eMas BHekJeTouHbiMU curHaitamu (EPK)», yto nexur
B OCHOBe 00Opa3oBaHus HelipoduopoM [3].

MexaHn3M nopaxxeHus LLleHTPasibHO HePBHOM
cuUcTembl

Heneunst Bcero reHa NFI, onpenensiomasicst y Ipu-
MepHO 4% TaliMeHTOB ¢ HelipodubopomaTo3oM 1-ro Thmna,
BBI3BIBAECT TSDKENyI0 (hopMy 3abojieBaHMS, KOTOpast
XapaKTepu3yeTcss o0pa3oBaHMEM KOXHBIX Helpodu-
OpoM B paHHEM BO3pacTe, Pa3BUTHEM OOJBIIOTO KO-
YecTBa OMyXoJiel, 6oJiee YaCTHIMU U TSKETBIMU KOTHU-
TUBHBIMUY HapylmeHusIMU. Mukponenernuu NF1 cBs3aHbI
¢ GoJiee BBIpAXKEHHBIMU KIMHUYECKUMM XapaKTepPUCTH-
KaMW ¥ BBICOKMM PHUCKOM Pa3BUTHSI OIyXOJeil Ha Mpo-
TSOKEHUW Bceit km3HM. [lpeacTaBieHBbl JTOKa3aTeabCTBa
0osee TsKeaoro (PeHOTHITA C BBICOKOM YacCTOTOM CITH-
HaJIbHBIX M TJIYOOKUX HeipohudpoM B CBSI3W C HAIIM-
YUeM MUCCEHC-MYTallWii, pacIoJIOXeHHBIX B KOTOHAaX
844—848 NF1. MucceHc-MyTallMK, BIUSIONINE HA OCTa-
ToK p. Argl809 B NFI, cBsi3aHbl ¢ JerKUM (PEHOTUTIOM,
XapaKTepU3YIOIUMCS HECKOJbKUMU TIATHAMU  «Kode
C MOJIOKOM» Ha KOXe, HapyIIeHUSIMU 00yJeHMST, HU3KUM
pOCTOM, HO OTCYTCTBUEM Helipoduopom [4].

00Lasn KNIMHUYecKasa KapTuHa

IIporno3 Helipodubpomaro3a 1-ro TUIla 3HAYM-
TEJIbHO BapbUpYyeT, OTHAKO IJIs OOJIIIMHCTBA MTAIIMEHTOB
XapaKTepHO MTOOPOKaYyeCTBEHHOE TeueHUe 0e3 pa3BUTUS
KJIMHUYECKN 3HAYMMBIX oOcJoXHeHui. [lepBoHavanb-
HBIMU KJIMHUYECKUMU TIPOSIBJICHUSIMU 3a00JIeBAaHUSI CITy-
KaT TITHA «Koe ¢ MOJOKOM», TlaxoBasi U/Wn TTOAMBbI-
IIeYHasl MUTMEHTAIMsl B BUJE BECHYILEK, y3eaku Jluiia
n Helipodubpombl. KocTHasi aucruiazusi U 3puTesbHasI
JIMoMa OOBIYHO TIOSBIISIIOTCS B Bo3pacTe 1—3 ymeT. Bo3s-
HUKHOBEHME OITyXOJIeil BO3MOXHO Ha TPOTSKEHUU
Bcelt xku3HU. [laTHa «Kode ¢ MOJIOKOM», XapaKTepHbIe
IJIS BceX OOJIBHBIX, KaK mpaBuio, pasmepoMm 0,5—50 cm
C YETKIUMHU KpasiMU CBETJIO-KOPUIHEBOTO 1IBeTa [5].

Heiipopubpombr —  moOpokKayecTBEHHbIE  OITy-
XOJIU, CITOCOOHBIE BBI3BIBATH 3yl, 0O0Jb, CEHCOpPHBIE
WU JABUTATENIbHbIE TUC(HYHKIMU, JOKAIU3YIOTCS B KOXE
(KOXXHBIE HeHpoUOpOMBI), TION KOXeil (y3J0Bble Heli-
podubGpombI) U Yy KOpHeit HepBa (TJieKCuhOPMHBIE HEl-

KJINMHUYECKUE CJTYHAU

podubpomsl) [6]. TlnekcudopmHble HEHPODUOGPOMBI
pa3BMBAIOTCS M3 O0O0JOUYEK CTBOJIOB TepudeprudecKux
HEPBOB, CIOCOOHBI JTOCTUTATh KPYIMHBIX pa3MepoB,
cHaBIVBasl KU3HEHHO BaKHbIe OpraHbl, BBI3BIBas OOJb
1 HEBPOJIOTUYECKUM Ae(UITUT. [MCTOTOTUIECKH COCTOSIT
U3 KIETOK Ppa3JIMUYHBIX TUIIOB, TPEUMYIIECTBEHHO
U3 IMIBAHHOBCKUX KJIETOK M (puOpoOIacTOB, B KOTOPHIX
OTCYTCTBME OHKOCYITPECCOPHOTO BJIMSIHUSI T€HA TTPUBO-
INT K HeorutacThudeckoi TpaHcdopmamnum [7]. TenneH-
UST K MTHPUIBTPATUBHOMY U OOBEMHOMY POCTY, OTPH-
1aTeJIbHOE BO3/IEMCTBME Ha OKPYXXAWIIUE CTPYKTYPHI,
TPYAHOCTH OTIEPAaTUBHOTO JOCTYIa U YacTash pe3UCTEeHT-
HOCTb K XMMHUOIIpeTapaTaM, a TakxKe, YTO 0YeHb BaKHO,
MOTeHLMAIbHAsI  CITOCOOHOCTh K  3JIOKAYeCTBEHHOM
TpaHchopMalM OealoT TuieKCudOpMHBIE Helpodu-
OpOMBI OCHOBHOI TepareBTUYECKON MpoOIeMOl Y TaKHUX
nauueHToB [8].

TMoaMmbIieyHast U/WIK TTaxoBasi TUTMEHTALIUS B BUJIE
BECHYIIIEK, KaK TMpaBWJIO, TATOTHOMOHWYHAS JJIsT Heil-
podubpomarosa 1-ro Tuma, UMeeT HeOOJIbIINE pa3Mephbl
W CIpyNIUPOBaHHBIN XapakTep, Habmiomaercss y 70%
MaluMeHTOB W TIOSIBJISIETCS TIO3Xe, 4YeM TMsITHa <«Kode
C MOJIOKOM», B cpemHeM Ha 3—5 net [9]. V3enkn JInma,
TakKe M3BECTHBIE KaK MUTMEHTUPOBAHHBIE raMapTOMBbI
pany>KHOH O0OJIOUKM TJja3, MPEeACTaBIISIOT CO00I KyIo-
JIoOOpa3HbIe TTOpaXkKeHUsI BOKPYT Paly>KHON O00JIOYKU
ma3 U uMmerorcs y 6osnee 90% B3pOCHBIX MALIMEHTOB
¢ Helipoubpomaro3om 1-ro tuma [10].

JI;1st malMeHToB TakKKe XapaKTepHBI 3aepkKKa B KOT-
HUTUBHOM DPa3BUTHU, PACCTPOICTBA ayTHCTUYECKOTO
crnekTpa. JloCTaTOYHO pacrnpoCTpaHEeHbl TPOOJIEMbI
¢ 00yYeHUeM, MMOBeIeHEM 1 COLIMAJIbHOM amanTaueii.

JIna ¢ Helipodubpomaro3oM 1-ro TuIa, 0COOEHHO
¢ TUTEKCU(OPMHBIMU WJIM TIYOOKUMM Y3JIOBBIMU Heil-
podubpoMamMu, TONBEPralOTCsl BBHICOKOMY DPUCKY pas-
BUTHS 3JI0KAYECTBEHHBIX OITyXOJIel 000JIOUKM Tepude-
PUYECKUX HEPBOB, KOTOpPbIE, KaK MPaBUJI0, BO3HUKAIOT
B ropasno 0oJsiee MOJIOJIOM BO3pacTe W MMEIOT XYAIIUi
MPOTHO3, YeM y HacejieHus B 1ejoM. Omyxoju HepBHOM
CHCTEMBI TIPEICTaBJIeHBI TJMOMOI 3pHUTEILHOTO HepBa,
acTPOLIMTOMOM, TJIMOMOI CTBOJIa MO3Ta M IIBAHHOMOIWA.
XKenmuusl ¢ HelipoubpomaTo3oM 1-ro Tumna mnomu-
BepKeHbI BBICOKOMY PUCKY pPa3BUTHS paka MOJOYHOM
kene3bl. YacTto BcTpewaeTcst aprepualibHasi TUTIEPTEH-
3UsI, a COMYTCTBYIOIIAsl BaCKYJIOMATHSI MOXET TPUBECTU
K BO3HUKHOBEHMIO CEpPJAEYHO-COCYAMCTHIX OCJIOXHE-
HUIA, TAKMX KaK MHCYJIBT Y IeTel U MOoJIobIX Ttoaeit [11].
K meHnee pacnpocTtpaHeHHOMY (peHOTUITY Helipoduopo-
Maro3a 1-To ThIa OTHOCUTCS HaJIMUKMe MBIIIEUHOM clia-
ooctu [12].

BHyTpu4epenHble OMyXOJW MOTYT BBI3BIBATH TOJOB-
Hble 00U, a TakKXKe OBITh MPUYMHOM CUMIITOMATUYE-
ckux anujencuit. Takum oO6pa3om, 3MUIETNCUsT CITYKUT
OHUM WX NPU3HAHHBIX HEBPOJOTMYECKUX OCIOXHE-
HUIl y MauMeHToB ¢ HelipodudbpomaTo3om 1-ro Tumna,
ee pacHpoCTpaHEHHOCTh ouLeHuBaercs: B 4—13% [13].
Hanpumep, no manHbiM uccienoBanus U. Sorrentino
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Tamuposa P.T. u coasm. BpoxieHHBIN TICeBI0OAPTPO3 KOCTEH FOJIEHH U PACCTPOICTBO ayTHCTUYECKOTO CIIEKTPa Y MALMEeHTa ¢ HelipouOpoMaTo3oM 1-ro Tira

u coaBT. [14], pacripocTpaHeHHOCTb SMUJIETICUUA COCTa-
Buna 4,7%, a cpenHuii Bo3pact MaHudecrtanuu — 9 JieT.
ITpu sTOM (hokanbHas anuiercust Hadmonanack B 40%
cJlyyaeB, reHepajau3oBaHHass — B 53,1% u snwientu-
yeckas sHUedanonatus (cuHapoMm Becta) — B 6,2%.
B 70% cnyuaeB oHa cOMpOBOXAAJIach TAKUMU HEWPO-
pPamMoOIOTHYECKUMU CUMIITOMaMU, KakK IiepedpaibHble
BacKyyionaTuu u rugponedanus. I[TanueHTs ¢ HeMpo-
¢ubpomaTo3oM 1-ro TUMa, CTpagalolIve SITUJIeTICUei,
JIEMOHCTPUPOBAIN 60Jiee BHICOKYIO YACTOTY CHUXKEHUS
WHTEJJIEKTa, YMCTBEHHOM OTCTAIOCTH M/WJIN 3aJePKKU
B Pa3BUTHM.

Haubonee pacrpocTpaHeHHBIMU  CTPYKTYPHBIMU
MOpaXXeHUSIMU TOJIOBHOTO MO3Ta y TAlIMEHTOB ¢ HEMpo-
¢dubpomarozom 1-ro tuma (60—70% neteit), BBISIBICH-
HBIMM TIPYU MAarHUTHO-PE30HAHCHOW TOMOTpachuu, SBIISI-
1oTcst hokanbHbie obsacTu runepuHTeHcuBHOCTH (Focal
Areas of Signal Intensity — FASI). FASI, kak npaBuio,
JI0OpOKaUeCTBEHHbIE, BbI3BAHBI YBEIMUEHUEM HaKOILIe-
HUST XUIKOCTU B BaKyoJIsIX MUelInHa. MX KiImHM4YecKoe
3HAaYeHWe OCTaeTCs 10 KOHIIA He U3y4eHHBbIM. B nntepa-
Type COOOIIAETCS O CBA3U MEXIY KIMHUISCKUMU CUMII-
ToMamu Heipodudbpomarosa 1-ro Tuna u FASI, B yacr-
Hoctu nipu ooHapyxeHnu FASI B Tamamyce 1 6a3agbHBIX
TaHTJIUSAX Yy TALMEeHTOB HEPeIKO HaOTIomaTuch KOTHU-
TUBHBIE HapylieHusi. Kpome Toro, criermguyHoit loka-
qusanmeit aist FASI ciyxar MO03Xedok, CTBOJI MoO3ra
u Tamamyc [15].

B penkux ciydasix y malieHTOB OTMEJaeTCs TTopake-
HUE KOCTHOM CUCTeMBbI. XapaKTepHBIMU YepTaMu TIPU-
3HAHBI aHOMAJIMU B CTPOCHUY Yeperna B BUIe KITMHOBU/I-
HOI TMCTUTa3UM B OTCYTCTBHE JIEBOTO OOJIBIIIOT0/MaIOro
Kpblia, AeheKTbl BepXHeil YeTioCcTH, MakKpoledalum.
HapyireHust oceBoro ckejeta TPOSIBISTIOTCS CKOJUO-
30M, peOEepHO-MTO3BOHOYHBIMU aHOMAJTUSIMU: pacIIpe-
HUEM MEXITO3BOHOYHBIX OTBEPCTUI Y CMTUHHOMO3TOBOTO
KaHajla, 4aCTBIMU TTOPOKAMM Pa3BUTHUST TTO3BOHOYHOTO
cronba. [TopaxaroTcst TakKe JUIMHHBIE TPYyOUaThle KOCTH,
B YACTHOCTM OOJbIIeOepoBble W MajobepIoBbIe,
YTO TIPOSBISIETCS  TATOJIOTMUECKUMM  TIepesioMaMu,
oOpa3oBaHUWEM JIOXHBIX cycTaBoB [16]. OdeHb pemnxo,
MO TAHHBIM JIUTEPATyphl, TEPeIOMbl KOCTel OBIBAIOT
BPOXIEHHBIMU, (DOPMUPYST JIOXKHBIE CYCTaBbl KOCTEW
KOHEYHOCTEM.

PacnipocTpaHeHHOCTh  KIMHUYECKUX  CUMIITOMOB
pPacCTPOMCTB ayTMCTUUYECKOTrO CIIEKTpa y JEeTel ¢ Hei-
podudbpomarozom 1-ro Ttuma coctasiasier 13—29%,
YTO 3HAYUTETHHO BBIIIE, YeM CPeIU HACEICHUS B LIEJIOM
(1—4%) [17]. TosBnsercss Bce OOMbBIIE TOKA3aTETLCTB
TOTO, YTO COLIMAbHBIM, KOTHUTUBHBINA U peueBoit aedu-
IIMT — ellle OJHa XapaKTepHass OCOOEHHOCTb JAHHOTO
3abosieBaHusl. TakuM oOpa3oMm, ayTomomoOHOe pa3BU-
THE TIpU Heiipodudpomaro3e 1-ro Tura paccMarpuBa-
eTCsT KaK CMHIPOMAJIbHBIN TeHETUYeCKWI BapuaHT pac-
CTPOMCTB ayTHCTHUecKoro criekTpa. CyIecTBYeT P
(heHOTUTIMYECKUX CXOICTB MEXIy HEThbMHU C Helpodu-
6poMaro3oM 1-TO TUIa U HECUHIPOMAJTbHBIM BapHUaH-

ToM aytu3Mma. [j1s1 06erx TPy XapaKTepHbl TPYIHOCTH
B COIIMAJIbHOM B3aWMOAEHCTBUU, CUHIPOM AedUIINTa
BHUMAaHUS U ABUTATEIbHON aKTUBHOCTU. JIeTH ¢ Heipo-
¢dubpoMaro3oM 1-To TUTA, B OTIWYME OT AETEW C HECUH-
JIPOMaJIbHBIM BapUaHTOM PacCTPOMCTB ayTUCTHUYECKOTO
CIEeKTpa, B MEHbIIIEH Mepe TeMOHCTPUPYIOT MTOBTOPSIO-
1eecs MoBeJecHNe, a YPOBEHb UX KOTHUTUBHOTO pa3BU-
TS BBIIIE M, KaK MPAaBUIIO, HAXOAUTCS B CPeIHEM JAMara-
30He. Bospact neteit ¢ Hefipodudpomaro3om 1-ro Thma,
Yy KOTOPBIX AMArHOCTUPOBAHO PACCTPOMCTBO ayTHUCTHU-
YeCKOTO CITeKTpa, COCTaBIsieT okoyio 10 JieT, 4To 3HaYu-
TEJIBHO TT033Ke MANOTIATUIECKOTO COCTOSTHUS, TIPU KOTO-
pOM BO3pacT TOCTAHOBKM JAMAarHo3a, KakK TpaBuUIIoO,
cocrapnsieT 3 roma. B Hacrosiiee Bpemsi HeiipoOMoJI0-
TUYeCKre MEeXaHW3MBbI, JieXallle B OCHOBE CHUMIITOMOB
1 QYHKIMOHAJTBHBIX HAPYIIEHU pacCTPOMCTB ayTUCTH -
YecKoro CIeKTpa, CBSI3aHHBIX C HelpodudpomMaro3om
1-ro Tuma, Bce ellle pacKpHITH He 10 KoHIa [18].

.U,MaFHOCTVHECKVIe Kputepuu noCTaHOBKU
Helipopubpomarto3sa 1-ro Tmna

HunarHo3 Helipogubpomaroza 1-ro Tuma B OCHOB-
HOM KJIMHWYECKUI, OCHOBAHHBIN HA MPUHSITHIX KPUTE-
pUSIX, KOTOpbIe TPeOYIOT BHITIOJIHEHUs ABYX WM OoJee
W3 CJIeMYIOIINX YCIOBHUI: HaJlMIue Ha Koxe 6 win 6ojee
nsITeH «Ko(e C MOJOKOM» C HauOOJBbIIUM pa3sMEPOM
oT 5 mo 15 Mm; Hammuue 2 uan Gonee HelipodmOpoM
JIFO0OTO TUTIA WJIM OTHOM TIeKCHU(MOPMHOIA; TIOIAMBIIIEY -
Has WJIM TlaxoBas MMTMEHTALIWS; TJIMOMBI 3PUTEIBHOTO
HepBa; 2 y3enka Jluina wim 0ojiee; MOpakeHUsI KOCTeH;
OTATOIIEHHAsI ceMeifHasi HacJeICTBEHHOCTh (POACTBEH-
HUK TepBOI JIMHUM ¢ HelipodubpomaTto3oM 1-To THMa).
HenmaBHO omnyOGJMKOBaHBI TIEPECMOTPEHHBIE TMAarHO-
CTUYECKUE KPUTEpUU [UIsl JaHHoro 3aboseBaHus [19].
OHM BKJTIOYWJIM TOTTOJTHUTEIBHO OOHapyKeHUEe TeTepo-
3UTOTHOTO TMATOTeHHOTo BapuaHTa B reHe NFI B Kaue-
CTBE TMAarHOCTUYECKOTO KPUTEPHSI, KOTOPBIil MO3BOJISIET
KaK MOXHO paHbllle IUarHOCTHPOBATh Hepoduopo-
MaTo3 1-ro Tuma y aeTteil 6e3 OTAroIIeHHOTO aHaMHe3a.
Kpome TOro, mobGaBiieHBI COCYIMCTBIE aHOMAJIUU CET-
YaTKM Ha OCHOBE WX CIELU(MUYHOCTH U UyBCTBUTEIb-
Hoctu [20]. Pacrio3HaBaHue 3THUX KpUTEpPUEB y B3POC-
JIBIX He BBI3BIBAET 3aTPyIHEHWI, B OTIWYUE OT HeTeit
6e3 JTaHHBIX HACJIEICTBEHHOro aHaMHe3a. CpeTHUIl BO3-
pacT NMOCTAaHOBKM AuarHo3a cocrtasisieT 2,7—4,5 rona.
B oTcyrcTBUE cemeliHOro aHamHe3a Helipoguopomarosa
1-ro TTa HaIMYMe MATEH «Kode ¢ MOJIOKOM» B TeUEHIE
MEePBBIX MECSIIEB KU3HU CIIY>KUT TIEPBBIM AUATHOCTHYE-
CKUM KpHUTEpUEM WM KpUTeprUeM TTOI03peHMs Ha 3a00-
JIeBaHUE MMPaKTUUECKHU BO Bcex ciaydasx [21].

TepaneBTU4yeckne BO3MOXHOCTHU
npwu HeiipodpubpomaTose 1-ro Tuna

BBumy omacHOCTM MaJWTHM3ALUM TUIEKCH(GOPMHBIX
HelpoduOpoM M MX BIUSHUSI HA CHUXEHME KauyecTBa
KM3HU TallMeHTOB ¢ HelipodubpomaTo3oM 1-ro Turma
aKTUBHO pa3pabaThIBAIOTCS METOMMKM WX JIEYSHMUSI.
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IMonHas xupyprudeckasi pe3eKIus 4acTo HeOCYIeCTBUMA
13-3a OOLIMPHOTO POCTa U TIPOpacTaHUs B OKPYKaroIlIne
tkaHu. CoriacHo o630py I. Solares u coaBr. [22] B oTue-
Tax 8 U3 9 KIMHUYECKUX UCTTBITAHUI COOOIIIAeTCs O TI0JIO-
SKUTEJTbHBIX pe3ysbTaTax MPUMEHEHUST HOBOM TapreTHOM
Tepanmuu. OTpeaesieHHOTO Tporpecca TOCTUTIIA METOIbI,
HarnpaBJieHHble Ha CUTHAJbHbIE TTyTH, B 4aCTHOCTU RAS.
MakcuMaNbHBIN TepaneBTUUECKUI OTBET MOXET OBbITh
JIOCTUTHYT y3Ke CIyCTs 2 Tofa OT Haudaia JjedeHus. [1pe-
mapat CellyMeTUHUO, CeJIEKTUBHBI WHTMOUTOP MHTOTE-
HaKTUBUPYEMOW TPOTEMHKUHA3BI, MPOIEMOHCTPUPOBAIT
cBOI0 3((HEKTUBHOCTh B OTHOIIEHWM YCTOMYMBOTO CHU-
JKEHUMST MCXOMHOTO 00beMa TIIeKCU(MOPMHBIX Hepodu-
OpoM y OoJIbIIMHCTBA UCTIBITYeMbIX [23]. KabozaHTuHNMO,
MHTUOUTOD (pakTopa pocTa SHAOTENNS COCYIOB, COTTTACHO
pe3yiabTaTaM MCCIeIOBaHUI, YMEHBIIAeT OObeM IIIeK-
crdopMHBIX HeiipoduopoM Ha 15% U cHUXaeT ypoBEeHb
60T TIPEMYIIIECTBEHHO 3a CYeT WHTUOMPOBAHMSI HEO-
anrvoreHesa [24]. besycioBHOe NpeMMyIIECTBO HOBBIX
METOJIOB JIEUCHUSI COCTOUT B YIIy4YIIEHUW OTPaHUYEHHOM
JIBUTATEIbHOM (DYHKIIMM M KOCMETUYECKOM Tpeodpaxke-
HUM TIAlIMEHTOB ITyTeM YMEHBIIEHUsT 00beMa TUIEKCHU-
¢opmHBIX Heltpodubdpom [22].

Knunnueckwuii cayyvaii. [Taument I, 6 net 10 Mec, Ob11
00cJieIoBaH B CBSI3M C XajlobaMM pOAMTENEH Ha OTCYT-
CTBHE peYM, ayToONmomoOHOe TMoBedeHMe, aehopMalnio
HIDXKHEN JIeBOl KOHEYHOCTHU B 00JIaCTH TOJIEHU C €€ YKO-
poYeHneM U HapyllIeHUueM MMOXOAKHU B CBSA3U ¢ Aedopma-
LIUE HOTU.

Manbuuk oT mepBoii GepemeHHOcTH (Opak poj-
CTBEHHBI, POJICTBO POIUTENIEd B YETBEPTOM KOJICHE,
10 TMIOBOJAY Yero KOHCYJIBTHPOBAHBI TEHETUKOM Ha JTarre
MJIAaHUPOBAHUST CEMbU), TMpOTeKaBIleil Ha (oHe TOK-
CUKO3a, OOOCTpEeHMSI XPOHMYECKOU TepreTUIeCKOM
nHpexkunu | tuna Bo Il Tpumecrpe, aHeMuu, mporeu-
Hypuu B I1I TpumecTpe. Ponbl cpouHble, caMOCTOSITENb-
Hble, Macca Tesa 2960 r, orieHka mo Amnrap 8—9 6auios,
OTMEUaJuCh TMPOOJEMbI C TPYIHBIM BCKapMJIMBAHHUEM.
PeGeHOK rocnuTan3upoBaH B OTAEJIEHWE IaTOJOTHU
HOBOPOXAEHHBIX C TMarHO30M: HeOHAaTaJbHasl KeNTyxa,
nepuHataibHoe nopaxenne LIHC rumoxcmyecku-uiie-
MMUYECKOTO FeHe3a, CUHIPOM MBIIIIEYHOM TUTTOTOHUU.

Ha 3-i1 Hemene XW3HU POAMTENN 3aMETUIIM TISITHA
Ko(eitHOoTOo 1IBETa Ha Tejie pebeHKa. Yke 10 6 Mec poau-
TeJIM oOpalla v BHUMaHUe Ha 1e(opMaIinio JIeBOi HOTH,
1 B 7 MeC XKU3HU Ha pEHTITeHOTrpaMMe BBISIBIIEH BPOXKIECH-
HBII TICEBI0apPTPO3 00eMX KOCTel JieBoit rosieHu (puc. 1).
B Bospacte 10 mec mpoBeneHO TepBoe OIepaTUBHOE
BMeEIIIaTeTLCTBO IO TTOBOAY AeOpMally JIEBOM KOHEY-
HOCTH, ObIJIa BBITTOJTHEHA OCTEOTOMMS C MHTpaMeIyJIIsAP-
HBIM CUHTE30M.

Pebenok Hab01a7ICsI C AMAarHO30M: HECOBEPIIIEHHBII
OCTEOTeHe3, a B JaJbHEHIIEM — OCTEOXOHIPOIVCILIA3HST
HeyTOYHeHHast. B Bo3pacTe 2 JIeT B CBSI3U C BPOXKICHHBIM
TICEeBI0APTPO30M KOCTEI JIeBOIl TOJEHU, YKOpOYeHUEM
JIeBOI HOTHU Ha 2 cM, spina bifida B KpecTIOBOI1 00J1acTH,
HaJIMYMEM MHOXKECTBEHHBIX MATEH «KOo(de C MOJIOKOM»

KJINMHUYECKUE CJTYHAU

pazmepom 5—20 MM Ha KOXe I'pyTHOI KJIETKH, Ha PaBOM
IJieye TeHETUKOM KIIMHUYECKH OBIT MPEAOIOXKeH Heil-
podudbpomarto3. B nanbHelilem pedGeHKY HEOTHOKPATHO
MPOBOAWJINCH OTIepaTUBHBIE BMEIIATEIbCTBA IO TTOBOIY
TceBIoapTpo3a B BHUIAE KOPPUTHUPYIOIIENH OCTEOTOMUU
JIUTMHHOM TpyO4aToit 00bIIeOepIIoBOM KOCTH: 3aKpbITast
PETIO3UIINST KOCTe! TOJIEHU, Pe3eKIINs JIOKHOTO CyCcTaBa,
MJIaCTUKA ayTOKOCTbIO M ayTOHAIKOCTHUILIEH, KOMOU-
HUPOBAHHBIN OCTEOCHHTE3 KOCTU WHTPAMETYJUIIPHBIM
TeJleckonmmuyecknM crepxkHeM Fassier-Duva n armmaparom
Wnu3zapoBa, cHITHE CIULIeBOTO arnmapara. OrepaTUBHOE
MHOTO3TaIHOE JIeYeHWe KOCTEU JIEBOW TOJIEHW TTPOHOJI-
JKAETCS, TIPEACTOSAT CIIEAYIOIINe 3TAaIlbl XUPYPrUUeCKOTO
JIeYeHUS.

B Bo3pacre 3,5 rona B Menuko-reHeTU4eCKOM Hay4-
HOM 1ileHTpe nMeHu akagemuka H.I1. BoukoBa mpu cek-
BeHUpoBaHUM TeHa NFI BBIIBIEHa TeTepO3UTOTHAS
myTauus de novo (nenenus 1 HykieoTuaa) B 29-M 3K30He
NFI c. 3949delG, p. V1317fs, pebeHKy BBICTaBJICH IHa-
THO3: HelpodumbpoMaTo3 1-To THIIa, B CBSI3U C 4YeM
KOCTHBIE U3MEHEHHMSI y3Ke pacCMaTPUBAIMCh KaK HEMpo-
¢GurbpomMaTo3-accolMMpPOBaHHBIN BPOXIEHHBINM TCEBIO-
apTpo3 JIEBOI TOJIEHU.

Ipu HaGmMOmeHWM B JWHAMUKE MOTOPHOE pa3BU-
THe: TOJIOBY Haual JepkaTh B 3 Mec, TiepeBOpaYnBaThCs
B 8—9 Mmec, cunmeTh ¢ 8 Mec, 1mo3aTh ¢ 1 Toga, caMoCTOs -
TeJIbHO HavaJj XoauTh B 3,5 rona, 6eraet ¢ 4 iet. [1pu ocmo-
Tpe obpallajy BHUMaHKE MSITHA TUIIA «KOde C MOJIOKOM»

A

Puc. 1. Pentrenorpamma nanuenta I'. B Bo3pacte 7 mec: BpOXK-
JIeHHBIi JIOXKHBIH CycTaB (IICEBA0APTPO3) KOCTENi JIeBOW roJieHH,
00yCJIOBIEHHOM HelipoguodpoMaTo3om 1-ro Tuma.

Fig. 1. Patient G. 7 months. Congenital pseudarthrosis of the left
leg bones due to neurofibromatosis type 1.
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Tamuposa P.I. u coasm. BpoxIeHHBI MCeBIOAPTPO3 KOCTEH TOJEHH M PaCCTPOICTBO ayTUCTUYECKOTO CIIEKTpa y MalKeHTa ¢ Heiipodudpomarozom 1-ro tuna

nuametpoM 5—20 MM; TaJbIaTOPHO OIpenessieMble
¢Gubpombl 3 1 5 MM B 00J1aCTH JIOKTEBOTO CyCTaBa 1 MO3BO-
HOYHMKA; TUIOCKO-BaJIbI'yCHAasl yCTAaHOBKA HOT CJIEBa; YKO-
poYeHMe JIEBO HIKHE KOHEUHOCTH Ha 2 CM.

B HeBposiormyeckom cTaTyce OTMeEuYaJuCh HEIo-
CTOSHHBIM ~ allbTepHUpYIOIIUi  strabismus, muddys-
Has yMepeHHas MbIIIeYHAsT TUTTOTOHUSI, CYXOXWJIbHBIE
pedaeKchl ¢ KOHEYHOCTE CIacTUYHbBIE, paBHBIE C IBYX
cTopoH. KMMenuch BbIpaxkeHHasl 3aJepXKa TCHXOpe-
YEeBOTO Pa3BUTUSI, ayTUYHBIC YEPTHI, MPOSBISIONIAECS
CTEPEOTUITHBIMU JIBWXKEHUSIMU, OTCYTCTBUEM 3pPUTEITb-
HOTO KOHTaKTa, peakilMyi Ha UMsI, yKa3aTeJIbHOTO XecTa,
ayroarpeccueit, Ae(UIMTOM BHUMaHUS, WH(MAHTUIb-
HOIT MacTypbanueii. B ¢Bsg31 ¢ TeM 4TO peOGEeHOK TPyI-
HOYMpAaBJIsSieM, POAMTEIU [OJTOoe BpeMsl MPaKTUUYEeCKU
HE OrpaHUYMBAIM €T0 B3aMMOJIEHCTBUE C Ta/I)KETOM.

PeueBoe pa3BuTHe 3a1epKaHO: TYJIUTh Havasl Ouke
K TOJly, JIETIET, CJI0Ba OTCYTCTBYIOT, OTMEUAJIMCh OT/IEJb-
Hble BoKajmu3aluu, Kpuku. OOpalleHHYO pedb IJIH-
TeJILHO He NoHuMaJl. BBITOByI0 o0OpallleHHYI0 pedb
HayajJ TIOHMMAaThb TOJbKO Ha (hOHE KOPPEKIMOHHBIX
3aHATUI ¢ 00513aTeIbHOW KOHTEKCTYaJbHOM OIOPOIA.
KoMMmyHuKamust ¢ pebeHKOM MPOUCXOIUT C TTOMOIIIBIO
KeCTOB (B OTCYTCTBME yKaszaTelibHOro xecta). OTme-
YaloTCs BBICOKUI YpOBEHb TPEBOTU U arpecCMBHOCTH
B KOJIJIEKTHBE.

ITpu koMmbIOTEpHOI TOMOTpaMM TOJOBHOTO MO3Ta
oT 28.06.2018 BBISBIEHBI JIETKOE paclIMpeHre HaKo-
TJICHWST TIOJIOCTH TIPO3PAvyHOM TEePETOPOAKH, MPU3HAKU
TUTIOTIa3UM TIPAaBOM MO3BOHOYHOU apTepuu. B cBsa3m
HaJIMYMEeM METAJUTMYECKUX KOHCTPYKUWM B HUKHEN
KOHEYHOCTH W TIEPMOAUYECKMM THIICOBAaHMEM IPOBE-
JIeHVWe MarHUTHO-pe30HaHCHAasi ToMorpadusi ToJIOBHOTO
MO3ra U IPYTUX OPTaHOB ObLJIO HEBO3MOXHO.

B Hos16pe 2019 r. mepeHec COTpsiICEHHE TOJIOBHOTO
mo3sra. B Hosiope 2022 1. y MajiburKa BEpBbIE B XXKU3HU
BO3HUMK TPUCTYIT YTpaThl CO3HAHMUSI CO PBOTOM, CIIO-
HOTEeUeHUEeM, JAeBHAllMeil TIJIa3 BJIEBO JUIMTEIbHOCTHIO
5—7 MUH, BCJENCTBUE YeTo ObLT 9KCTPEHHO TOCTIATAIN-
3MpOBaH B HEBpoOJIOTMYECKOE oTaesieHne JleTcKoii pecrty-
OGIMKAHCKOM KIIMHUYECKON OGONBbHULBI. [Ipyn KOMITbIO-
TEepHOI ToMoTrpa¥y TOJOBHOTO MO3Ta ¢ KOHTPACTHBIM
YCUJIEHUEM BBISIBJICHO JIETKOe paclIMpeHue peTpolepe-
OeJIIIPHOTO MPOCTPAHCTBA, THUIIOIUIA3Ms cerMeHTa V4
MpaBoli MO3BOHOYHOU apTepuu. [Ipu mpoBeneHUM Tpo-
JIOJKEHHOTO HOYHOTO BUAe0-DDI-MOHUTOpUHTAa 0OHA-
pyXXeHo cleaytollee: aOHOpPMHasi OMO3JIeKTpuUecKast
aKTUBHOCTb I'OJIOBHOTO MO3Ta, BBIPaXKEHHOE 3aMeJIeHNe
(OHOBOII OCHOBHOI aKTMBHOCTH, 3aperucTpupoBaHa
anuaenTUdOpMHas aKTUBHOCTh B Bume auGh@y3HBIX
U PETMOHAJILHBIX pa3psiioB HEBBICOKOTO MHAEKCA.

B HacTosiiiee BpeMsi MaJlbuMK MPOAOJIKAeT HabJo-
JIeHVWe W JIeYeHWe y OPTOIeOB, OXHUAash O4YepenHOi
9Tan XMPypruyeckoro JeyeHus, a Takxke y HeBpoJiora,
SIUJIETITOJIOTA, TIPOXOAUT peaduIUTALIMOHHOE JIeYeHHe
MO0 KOPPEKIUK TICUXOPEUEBOrO OTCTaBAHUS B Pa3BUTUU
U ayTOIMOJ00HOTO TTOBEIEHUSI.

Puc. 2. Pentrenorpamma namuenta I'. B Bo3pacte 1 roza 2 mec:
BTOPUYHOE CMELIEeHHEe KOCTel JIeBOi roJieHH MocJie 3aKPbITO’
Peno3uuu BPOKAEHHOIO JOKHOI0 CYyCTaBa KOCTei JieBO# ro-
JIeHH, 00YCJIOBJIEHHOM HeiipouopomMaTo3oMm 1-ro Tuna.

Fig. 2. Patient G. 1 year 2 months. Secondary displacement
of the bones after closed reposition of the congenital pseudar-
throsis of the left leg bones due to neurofibromatosis type 1.

Puc. 3. Pentrenorpamma namuenta I'. B Bo3pacre 6 jiet 7 Mec.
Hanoxenne anmapara Mim3apoBa npu BPOKIEHHOM JIOJKHOM
cycTaBe KOCTeii JieBOii rojieHH, 00yCJI0BJI€HHOM Helipoduopo-
MaTo3oM 1-ro Tuna.

Fig. 3. Patient G. 6 years 7 months. Imposition of the Ilizarov
apparatus in congenital pseudarthrosis of the left leg bones due
to neurofibromatosis type 1.
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3akovyeHue

B mpencraBieHHOM KIMHMYECKOM Ciydae Heipo-
¢udbpomaro3 1-ro TuIa OeOIOTUPOBAT C CHUMIITOMOB
MOpakeHUs] KOCTHOM CHUCTEMBI, 3aJepKKU ICUXOpede-
BOTO M MOTOPHOTO Pa3BUTHS, ayTOMOAOOHOTO TOBEIE-
Hug. TakThka BeleHUs MalMEHTa B paHHEM BO3pacTe
JIEMOHCTPUPYET, YTO BpAuM pPa3HBIX CIELMATbHOCTEN,
B TOM 4HCJIe Bpauu OOILEeil MpakKTUKU, OPTOIEAbI, TPaB-
MAaTOJIOTH, HEBPOJIOTY HETOCTATOYHO 3HAKOMBI C TAKUMU
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