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IIpencraBieHbl cOBpeMeHHbIE B3IISIbI HA MPOOJIEMY HACJEACTBEHHOM MPOrpeccupyoleii maToiorni — (pakoMaTo30B, B TOM YHCIIe
Heiipoudpomaro3a 1-ro TMNa Kak HauGoJiee YacTO BCTPEYAIOMIErocs B NMOMYJISAIMMA HEPOKOXKHOrO cunapoma. PaccmoTpens! oc-
HOBHbIE KIMHWYECKHUE NMPOsBJIEHNs, TUATHOCTHYECKNE KpUTepnu Heiipoduodpomaro3a 1-ro Tuna. IpeacTaBieHHbli KIMHIYECKHI
CJIyyail IeMOHCTPUPYET MO3/IHIOI TMATHOCTHKY 3200J1eBaHus y pedenka 14 Jiet ¢ yMmcTBeHHOii oTcTanocTsio. [lokazano, 4ro AaHHas
npoodiemMa sBJISIeTCSA AKTYAJIbHOI, CONMATBLHO 3HAYMMO¥ 1 TPedyeT naibHeiinero usyyenus. [IpuBenennoe HadOeHHE 3ACTABIISET
00paTUTh BHUMAHKE HA HEOOXOAMMOCTH NMPEEMCTBEHHOCTH MEIMIIMHCKOTO CONPOBOXK/IEHUS BPAYaMu PA3JIMYHbIX CHEHAIbHOCTE
YKA3aHHOTO KOHTHHI€HTA MAMEHTOB.

Karoueevte caosa: demu, ghaxomamosv, Helpoguobpomamos 1-eo muna, ymMcmeeHHas OMcmanrocms, NAMHA <Kope ¢ MOAOKOM», Mae-
HUMHO-PE3OHAHCHAS MOMOZPAMMA.

Ansa untupoBanus: CaavikoBa .., CapuHa J1.3., KagbipmeToB P.A. [1034Hss AnarHocTvka Hepogubpomarosa 1-ro tunay 14-neTHero toHo-
wmn. Poc BecTH nepuHaton v negmatrp 2017; 62:(4): 88-92. DOI: 10.21508/1027-4065-2017-62-4-88-92

The article presents modern views on the problem of hereditary progressive pathology: phakomatosis, including neurofibromato-
sis as the most common in the population of the neurocutaneous syndrome. The main clinical manifestations, diagnostic criteria
for neurofibromatosis type I, are considered. Presented clinical case shows the later diagnosis of neurofibromatosis a child 14 years
of age with mental retardation. It shows that this issue is highly relevant, socially significant and requires further study. The above
observation makes us pay attention to the necessity of continuity of medical support by doctors of various specialties of this contingent
of patients.
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HGCMOTDH Ha TO 4YTO WCTOpUs H3ydyeHUs (akoma-
TO30B SIBJISIETCSI AOCTATOYHO IJIUTEJIbHOM, MHOTHE
acrekThl M Ha CEeTOAHSIIIHUKA JeHb OCTAlOTCS JTUCKY-
TabeNbHBIMU, TPEOYIOIIMMU IIUPOKOTO OOCYXIEeHUS
U yTouHeHus1. PazHooOpasue KIMHUYECKUX MPOSIBJICHUM,
MMOJIMCUCTEMHOCTD TTOPAXKeHUS U HeAOCTaTOIHAsT MHGOP-
MMPOBAHHOCTh Bpaueil MOTYT 3aTPyIHUTh CBOEBpPEMEH-
HYIO IMarHOCTUKY JaHHOI IMaTOJOTUU U B PSiie ClydaeB
MPUBOJIUTH K HETIPABUJILHOM TaKTHUKE BeIeHUST OOJIbHOTO.
Llens HacTosgIeil cTaTb — OCBEIIEHME COBPEMEHHBIX
B3IJISIIOB HA JaHHYIO TTPO0JieMy ¢ ONMCaHUeM KJIMHUYe-
CKOTro ciyyasi 3a0oJieBaHUSI U3 TPYNIbl (haKoMaTO30B —
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Helipoubpomarosa 1-ro Tuna y pebeHka 14 ner.

dakoMaTo3bl TIPEICTABISIOT CO0O0I HaCIeICTBEHHEIE
Mporpeccupyome  3a00eBaHUsI,  XapaKTepPU3YIOIne-
¢S COYETAHHBIM TIOpPaKeHUEM HEPBHOM CHCTEMBI, KOXH,
IJ1a3 ¥ BHYTPEHHUX OPTaHOB, KOTOPbIE MOTYT TPOSIBIISITh-
¢ B pa3HOM BO3pacTe: cpasy IOclie POXICHMs, B paH-
HeM JIETCKOM BO3pacTe, TyOepTaTHOM Tiepuoje, a MHOTIa
n B Ooyee 3pesioM Bo3pacTe. TepMuH «(haKOMaTo3» ObLI
BIIEPBBIE BBeeH TOJIAHACKUM OdTambMojioroM Jan van
Der Heve B 1920 1., onucaBImnM M3MEHEHUsST Ha TJIa3HOM
nHe B BUge nsiTeH (phakos — nsitHO) [1, 2]. K hakomaTozam
¢ TIOpakeHUEM HEPBHOM CHUCTEMbI OTHOCAT Helpoduopo-
Maro3 PexnuHrxayseHa, TyOepo3HbIii cKiiepo3 bypHeBus
(6onesnb bypueBunsi—IIpuHria), sHuehantoTpureM1uHaIb-
HbIll aHTMOMaTo3 (0ose3Hb Crepmka—Bebepa—Kpadoe),
MHOXECTBEHHBII aHTMOPETUKYIoMaro3 (6osie3Hb [ure-
ns—JIuHaay), aTakcHio-TeJleaHTMaKTasuw (cuHapom Jlyu
bap), rumneprpoduyeckyro reMaHTUIKTa3ul (CUHIPOM
Knunmnensi—TpeHoHe), peTUHO-ONTUKO-Me3eHIe(aTbHbIT
aHTMoMaTo3 (HeMpOpeTHHAIBHO-IUIIEBO  aHTMOMATO3,
6onesnb bonHe—/lenmoma—biaHa), KOpTMKOMEHUHTEA b-
HbIN auddy3HbIi aHrromato3 Ban borapra—/luBpy u He-
KOTopbIe Apyrue ¢hopMel [3—5].

POCCUIICKWIA BECTHUK MEPUHATOJIOMMN U MEANATPUM, 2017; 62:(4)

88

ROSSIYSKIY VESTNIK PERINATOLOGI! | PEDIATRII, 2017; 62:(4)



Caovikosa JI. Y. u coasm. T1o31Hss anarHocTka Heiipoudpomatosa 1-ro tunay 14-JeTHEro I0HOLIN

Heiipopubpomaros 1-ro Tumna (KiaccuuecKkuii, mepu-
¢epurueckuii, cooCTBEeHHO OoJie3Hb PekmHrxayseHa) —
TSOKEJI0e  CUCTEMHOE HacJIe[ACTBEHHOe 3aboJieBaHMe
C TIPEUMYIIECTBEHHBIM TTOpakKeHUEeM KOXHU W HEPBHOM
cuctembl. Helipodubpomaros 1-ro Tniia — oIHO M3 HaM-
boJiee PacTIPOCTPaHEHHBIX MOHOTEHHBIX 3a00JIeBaHUIA
YyeJIoBeKa, BCTpedaeTcss ¢ vactoroi He pexe 1:3000—
1:4000 HaceneHusi, HacleIyeTCsI ayTOCOMHO-TOMMHAHT-
HO C BBICOKOI TIEHETPaHTHOCTHIO M BaprabeIbHON IKC-
MPECCUBHOCTBIO. 3abosieBaHMe OOYCJIOBICHO MyTalvei
reHa NF1, jokanM30BaHHOrO Ha JJIMHHOM TUIeYe XpO-
Mocombl 17, B pernoHe 17q11.2. My>XYuHBI 1 KEHIIIUHbBI
MOpaXkaroTcsl OAMHAKOBO 4acTto. [IpuMepHO MOJOBUHA
cJIyJaeB sSIBJISIETCS clieiIcTBUeM MyTaruii de novo. Hepen-
KO BCTpevaroTcsl ceMeiiHble (hOpMbI OOJIe3HU, KOTOPBIE
MPOCIIEKNBAIOTCS B HECKOJIBKHX ITOKOJIEHUSIX.

IIpenmonaraercst, 94To B OCHOBe Helpodubdpoma-
To3a 1-ro THMma JexaT TeHeTHMYeCK!d OOYCITOBICHHBIE
HapylIeHWs] Pa3BUTHS 3apOABIIIEBBIX KJIETOK, TMPUBO-
IAIIMe K 9KTOME30AepMaIbHbIM IHUCIUIa3usIM C o0pa-
30BaHWEM aHTMOM, TeJleaHTUIKTA3nil, HeipoduopoM
Ha KOX€ M B pa3WYHBIX OTAeIaX HEPBHON CHUCTEMBI,
aHEeBPU3MATUYECKUX aHTMOM CEeTYAaTKHU IJla3a, TaMapToM
u T.0. [amapToMbl TIpeACTaBIsIIOT co00il 00pa3oBaHUs,
COCTOSIIIIME M3 KJIETOK HEPBHOM TKaHU, 3amep>KaBIINX-
csl B pa3BuTUM U nuddepernumnannu. [amaprombl 00ObIY-
HO SIBJISTIOTCSI OOpOKaYeCTBEHHBIMM, OIHAKO B JIIOOOM
13 BXOISIINX B COCTaB UX TKAHU 3JIEMEHTOB MOTYT pa3-
BUThCS 37I0KaYeCTBEHHBIEC M3MEeHeHUs [6, 7].

OcobeHHOCTh 3a00JieBaHUsI 3aKJIOYaeTCsl B CITEeIr-
(ryeckoi Tocaen0BaTeIbHOCTA TIPOSIBICHUSI CUMIITO-
MOB B 3aBUCHMMOCTH OT BO3pacTa MalleHTa, 4TO 3aTpy/I-
HSIET KJIMHUYECKYI0 JUArHoCTUKY HelpodubpomaTosa
1-ro TMMa B paHHEM JIETCKOM Bo3pacTe. TakuM oOpa3oMm,
C POXIEHUS WA TIEPBBIX JIET XKU3HU MOTYT CYIIECTBO-
BaTh JIMIIb HEKOTOpbIe TMPU3HAKU HelpoduépoMaro-
3a 1-ro TMma, Takue KaK KPYITHbIe MMUTMEHTHBIE TSTHA,
ruieKcudopMHbie HelpoGUOpPOMBI, CKeIeTHbIE MuCTUIa-
3un. JIpyrue CUMITOMBI MOTYT TTPOSIBUThCS] 3HAYUTEITBHO
no3aHee (K 5—15 rogam). I[Ipu 3ToM cTeneHb BhIpakeH-
HOCTU KIIMHWYECKUX MPOSBICHUI, TeUeHUe W ObICTPO-
Ta TIporpeccupoBaHus Helipoubpomarosa 1-ro Tuma
V pa3HBIX OOJBLHBIX HEOMWMHAKOBBI U KOJIEOIIOTCS B -
POKUX TpezesiaXx. B HacTosiee BpeMsT He YCTaHOBJIEHO,
yeM 0OYCIIOBJIEHBI TAKWE pa3Tndus.

IMopaxxeHust HEpBHOI CUCTEMBbI MPU Helipodudpoma-
TO3e 1-TO TUTIA HOCAT Pa3HOOOpAa3HbIN XapakTep — yM-
ctBeHHasT oTcTanocTh (y 40—50% O60abHBIX), TTapandu
U TIape3bl, SMWISNTUYECKU CUHIPOM, U3MEHEHUS Be-
TETaTUBHOW HEPBHOM CHUCTEMBI, CHMDKEHUE CIyXa, 3pe-
Hus [7, 8]. [To nanHbiM HayuHoTo 11€HTpa IMCUXUYecKoro
3I0pOBbs, YacToTa Helipodubpomarosa 1-ro ThIia cpean
VYaIIUXCs BCTIOMOTATebHBIX IIIKOJI-MHTEPHATOB COCTaB-
et 1:260 [9].

YMCTBeHHasT OTCTaJIOCTh 3HAUYMUTEBbHO BapbUpyeT
no creneHn BeIpaxkeHHocTH [10]. Yare Bcero BcTpeda-
eTCsT HEerJTyOOKast YMCTBEHHAsT OTCTAIOCTh, He MMEIOIIasT

MPOTrpeINeHTHOTO XapakTepa. OTcTaBaHWE B TICUXHUYE-
CKOM pa3BUTHUM HEPEIKO OOHAPYKMBAETCS YKe B paHHEM
BO3pacTe, MPOSIBIISASACH 3aepKKOl B CTAHOBJICHUU MO-
TOPMKH W pedr. B 3TOM ke Bo3pacTe MOYTH IMOCTOSTHHO
MUATHOCTUPYETCS TUAPOIeda s, COIMPOBOKIAIOIIASICS
BBIPa)KEHHBIM OECITOKONCTBOM pebeHka. Y mnereit 10-
IIKOJIBHOTO BO3pacTa YyacTo Ha MepBbIi TUTaH BBICTYIAET
peueBoe HeIOpa3BUTHE. Y HEKOTOPHIX OOJBHBIX C BbIpa-
JKEHHBIM WMHTEJIEKTYaTbHbIM Je(eKTOM HaOII0aaoTCs
JIBUTATeJIbHAasl PAacTOPMOXEHHOCTh, pe3kue adheKTuB-
HbI€ BCITBITITKHY.

Bonee nerkue BapmaHTBhI MCUXUYECKOTO HEIOPA3BU-
TUS TIPU TaHHOM 3a00JIeBaHUKM UMEIOT HEKOTOPYIO CIIell-
nduKy. boabHBIM CBOMCTBEHHa OOJbIIAsT COXPAHHOCTh
JIMIHOCTHBIX peaKINii TI0 CPABHEHUIO CO CTEITEHBIO HEJ0-
pa3BuTHUs PYHKUMI. Y neTeil KOJBHOTO BO3pacTa 4acTo
HaOJII0NAI0TCST BSJIOCTb, C1ab0CTh MOOYXAEHUN, acCTeHU-
YecKUe W MIIOXOHAPUYECKUE SIBJIEHUST, HEMOTUBHPOBAH-
Hble KOJIcOaHWST HACTPOEHM S, HaBSI3UUBOCTD. JIeTh MOTyT
OBITh MAJIOWHUIIMATUBHBIMU U MEHEe SMOLIMOHATbHBIMU
MO CPaBHEHMIO CO 3M0POBBIMU cBepcTHMKamu [11, 12].
Hukaknx CMMITOMOB TPOTPECCUPOBAHUS WHTEIIEKTY-
aJTbHOTO JIepeKTa ¢ BO3pacTOM He HabTIomaeTcs.

WMHorma MHTeIeKT 60IbHBIX CHUKEH TOJBKO IO CpaB-
HEHUIO ¢ MHTEJIEKTYaTbHBIM YPOBHEM 3I0POBBIX YJIEHOB
CeMBU M He JOCTUTAET CTeneHn ouroppenun. Ha peHT-
reHorpaMMe 4Jeperia, Kak MpaBUJIO, BBISIBISIOTCS YepPThI
OTKPBITOI TUApoIehaTnn.

Mg HelipoduOpomaro3a 1-ro Tuma XapaKTepHBI
JOTIOJTHUTENIbHbIE KJIWHWYECKUE TPOSBICHUST: 3HIO-
KpUHHbBIE paccTpoiicTBa ((eoxpoMoliuToMa, Hapylle-
HHUE POCTa U TTOJIOBOTO CO3PEBaHMs); U3MEHEHUS CKeJle-
Ta (ckoamo3 — 1o 15%, medopmMaiust rpyaIHON KIIETKU,
CIMIOHIWJIONCTE3, He3apalleHWe OyKeK TT03BOHKOB,
KpaHUOBepTeOpalbHbIe aHOMAJMM, ACUMMETPHUS depe-
na, riceBnoaptpo3) u np. [5, 13, 14]. Moryt HaGaoaaTHCS
YacThIe TTePeIOMBI KOCTE KOHEYHOCTEM, KOTOPhIE TshKe-
JIO TIOJTAIOTCSI JICUEHUIO U TPEOYIOT KOHCYIBTAllM! OPTO-
nena. Y geTeil MOXeT ObITh CHVDKEH MBIIIEYHBIN TOHYC,
Herpyoo HapyllleHa KOOPIWHAIINS IBIKCHUN. XapakTe-
peH Habop ompeaeIeHHbIX MaJIbIX aHOMAJIUii 1 TTOPOKOB
pa3BuTus: Makpouedanus (0ojiee 4 cTaHIaAPTHBIX OTKIIO-
HEHWIf), TUIIEPTEIOPU3M, AHTUMOHTOJOUIHBIN paspe3
IJ1a3, HU3KO TMOCAaKEHHbIC YIIU, IIEWHBIM NTEPUTUYM,
CTEHO3 JIETOUYHOM apTepuH.

TTurMeHTHBIE UBMEHEHUS KOXKU TIPOSIBIISTIOTCS B IBYX
dopmax: B BUe MUTMEHTHBIX MSATEH XapaKTePHOTO IIBETa
«kode ¢ MoJokoM» («cafeé-au-lait») 1 METKUX TUTMEHT-
HBIX TISITEH TUIIa BECHYIIEK, Yallle BCEro pacrioyiararo-
IIUXCS B MOAMBIIIEYHBIX BITAAWHAX W TTaXOBBIX CKIIAAKaX
(cumntom Kpoysa). [lurMeHTHbIe MTHA TUMa <«Kode
C MOJIOKOM» CpeaHero pasMepa (auamerp 1—5 cM) Ha-
omonaiotcst 'y 92% OONBHBIX ¢ HelpoduOpPOMaTo3oM
I Tuma; oHM MOSBNSAIOTCS TMOO ¢ poxkaeHust (34%), muoo
B netcTBe (66%). BecHYIIKM TIpeACcTaBIsSIIOT cO00M Met-
KWe TUTePITUTMEHTUPOBAHHBIE TISITHA YETKO OKPYIJIOi
dopmbI pazmMepoM 1—2 MM B nuameTpe, ¢ 0ojiee MHTEH-
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CHUBHOM, YeM Yy MATEH TUIa «Kode C MOJOKOM», OKpa-

CKOM 10 KOPUYHEBOTO IIBeTa. Y XEHIIWH BECHYIITKH Ya-

CTO JIOKAJM3YIOTCS B KOXKHOM CKJIaaKe IMOA MOJOYHBIMU

xenme3aMu. BecHymku otMedeHbl ¥ 31% OOTBHBIX HEii-

podubpomaTozom 1-ro TUma, IpUYEM y MOJABJISIIOIIETO

OOTBIMMHCTBA OOBHBIX (85%) 2Ta MUTMEHTALIMS TTOSIB-

JIsiach B MyOepTaTHOM WJIM B3POCJIOM Bo3pacTe |2, §].
XapakTepHble U3MEHEHHUS TJ1a3 ObIBAIOT BPOXKIECHHBI-

MW WJIU pa3BUBAIOTCS B TEepBbIe TOABI XXM3HU peOeHKa.

Ha rmasHoM IHe BBISIBIISIIOT OIYXOJIETIONOOHBIE Oyrpu-

CThIE XKeJITbIe 00pa3oBaHus MO TIepudeprnn TIa3HOTo THA

W B 00JIaCTH IMCKa 3pUTEIBHOTO HepBa; Ha pamykKe

OTpeNeNISIOTCs TaMapToMbl — y3ibl Jlumra. TTporpeccu-

poOBaHME TATOJOTUYECKUX WM3MEHEHWI TJIa3 TMPUBOIUT

K CHUDKEHUIO OCTPOTHI 3peHus Wiu cienote [2, 15, 16].
3abosieBaHKME XapaKTepU3yeTCsl BBIPaXKEHHbBIM KIMHU-

YECKUM TIOJUMOPGU3MOM, TTPOrPECCUPYIONIUM TeUeHU -

€M, MOJTMOPTaHHOCTBIO TTOPaXXeHU 1 BHICOKOI YacTOTOM

OCITOXXHEHUI, B TOM YHUCJIe TIPUBOISAIINX K JIETATBHOMY

rcxony (pa3BUTHE CepAeYHO-JIETOUHOM HEIOCTATOYHOCTH

BCJIEICTBUE BbIPAXKEHHBIX CKEJIETHBIX aHOMAJIHIA, 3J10Ka-

YeCTBEHHOE MepepoxkIeHe HelpoduopoM u np.).
HeiipopubpomaTos 1-ro TMIa MOXET ObITh YCTAaHOB-

JIEH TIpY HAJIMYUM JABYX WU OoJiee CIeAYIOIINX MpU3Ha-

koB [17, 18]:

* 1IecTh W OOJIbIIE TATEH «Ko(e ¢ MOJIOKOM» JTrame-
TpoM OoJiee 5 MM y JeTeil J1omy0epTaTHOTO BO3pacTa
U 1uaMeTpom bosiee 15 MM y ieTeit mocTmyoepTaTHOTO
BO3pacra;

* JBe wiM Ooyiee HelpodMOPOMBI JIOOOTO THUIIA WU
oxHa u 0oJjiee TuIeKcudopmHas HelipodubdpoMma;

*  MHOTOYMCJIEHHBIE MEJIKME MATHA THTA BECHYIIEK;

* OonTHYecKas TJMoMa;

* n1Ba uiau OoJee y3enka Jiniia Ha pamy>kHOI 000JI0UKeE;

* JIMCIUTa3Usl KPblIa KIMHOBUIHON KOCTH WJIM MCTOH-
YeHHe KOPTUKAJTbHOTO CJIOST IJTMHHBIX TPYOUaThIX KO-
CTell ¢ TIceBI0apTPO30M MITH Oe3 HeTo;

* HaJu4Me y POACTBEHHUKOB TIO TIPSIMOW JIMHUU
(pomurtenu, AeTu, cuOchl) HelipodubpomaTosa 1-ro
THTIA COTJIACHO BBILIETTPUBEACHHBIM KPUTEPHUSIM.

C uenbio MpUBIIeYh BHUMAHKE TIeANATPOB, HEBPOJIO-

TOB, JEPMAaTOJIOTOB U JAPYTUX CIEIUATUCTOB MPUBOIUM

Puc. 1. HeiipopuOpomaTo3 1-ro THNA: CKOIUIEHHE MEJKHX POAMMBIX MSATEH B MOAMbBIIIEYHON 00-
Jactu (a), mATHA BeTa «Kode ¢ MOJOKOM» Ha MepeaHeil MOBePXHOCTH XK1BoTa (0) M B 00J1acTH

nosicuunpl (B). Pedenok P. 14 nert.

Fig. 1. Patient R. 14 y. with neurofibromatosis type 1: A cluster of small birthmarks in the underarm
area (a), Stain color of coffee with milk on the anterior surface of the stomach (0) and in the lumbar

area.

OPUINHAJIbHBIE CTATbU HACJIEAQCTBEHHbIE BOJIE3HU

KJIMHWYECKUI clydyaid To3aHel TMarHOCTUKN Heipodhu-
OpomaTo3sa y pebeHKa 14 jieT ¢ yMCTBEHHOM OTCTaIOCThIO.

Kmanyeckoe nadmonenue. Pe6erox P. (2002 T. poxkne-
HUST) U3 aCOLUMAIbHOM ceMbM (MaTh JIMIIEHA POIUTENTb-
CKHX MpaB) ¢ 9-JIeTHEro BO3pacTa BOCHUTHIBAETCS B IIKO-
Jle-MHTepHaTe I OeTe-CUPOT W JeTel, OCTaBIIMXCS
6e3 TIoTIeUeHHST POIUTEIE, ¢ OTPAaHMYEHHBIMU BO3MOXK-
HOCTSIMU 37I0pOBbsi. MaTh pebeHKa CTpamaeT aTKoTOMn3-
MoM, KypuT. [Tepenecna cudunuc B 1998 1., 8 2001 r. 6bu1a
cHsiTa ¢ yyeta. CBeieHUit 00 OTiie peOeHKa HET.

MaJbuuK OT TpeTbeil 6epeMeHHOCTH, BTOPBIX POIOB.
TeyeHue 6epeMeHHOCTH ObUIO OTSITOIIIEHO aHeMUEl U ap-
TepuajibHOI runepTeH3ueit. Ponbl B cpok, Ha 39-11 Hene-
sie recraiimu. Macca nipu poxaeHuu 3400 1, poct 52 cwm.
[Mocme poxkneHUsT 3aKpwyan cpasy, K TPyId TPUIIOKEH
Ha 2-e CyTKHU XM3HU. PeGeHoK poc u pa3BuBaiics 0e3 cy-
1IECTBEHHBIX OTKJIOHeHUIt. OHaKoO B Bo3pacTe 9 jieT rpu
MOCTYIUIEHUU B 1IKoay-uHTepHaT (2011 1) 66110 OOpaitie-
HO BHUMaHWEe Ha YMCTBEHHYIO OTCTAJIOCTh JIETKOM CTeTie-
HU ¢ HapyIlIeHWeM ToBeleHUs. BriepBble auarto3 dako-
Maro3sa 0bu1 3anono3peH B 2013 . mennaTpoM MHTEpHATA.

IIpu obcenoBanny pebeHKa B Bo3pacTe 14 JieT B He-
BPOJIOTUIECKOM OTaeieHnn JleTCKO pecryOIMKaHCKON
KJIMHUYECKoi OonbHULIBL Munznapasa Pecnyonuku Ta-
TapCTaH OBUTH TTOJNYYEHBI Clienylomue gaHHble. CocTosi-
HUE YIOBJIETBOPUTENBHOE, CO3HAHWE SICHOE, KOHTAKTEH.
ITponoplIMOHAIBHOTO TEIOCIOXEHUsI, MUKpOlehaTbHas
dopma yeperna, OKPY>KHOCTB TOJIOBBI 52,5 CM, MaJible aHO-
MaJIU Pa3BUTHUS: TUTIEPTETIOPU3M, STTUKAHT, MOHTOJIOWI -
HBII pa3pe3 11a3, TNI0CKoe MTMPOKOe TTepeHOChe, CHHIAK-
st V=V nanbueB neBoit crombl. KoxXHble TTOKPOBBI
OonenHblie. Ha koxe TynoBWIA M KOHEYHOCTEH MHOXKe-
CTBEHHBIE TTUTMEHTHBIE TISITHA KO(MEWHOTO 1IBETa, UMEI0-
1Me pa3HoobpasHbie PopMy U pa3Mepbl, B MOAMBIIICYHOMN
00JacT — MUIMEHTAlUsI TI0 TUIY «BECHYLIEK» (puc. 1).
VY marepw MajbuMKa TakKe OTMEYeHBbI MHOXECTBEHHBIE
MUTMEHTHBIE TISITHA TUTIA «KO(de ¢ MOJTOKOM» Ha KOXe KO-
HEeYHOCTel, TyJoBuUIlA U CrUHBI (puc. 2). [IpuBeneHHBIC
(ortorpaduu mpeacTaBIeHBI
C paspelleHus TMaleHTOB
M He TIPOTUBOpEYaT STHUE-
CKUM HOpMaM.

a
Puc. 2. TIurMeHTHBIE NSITHA
uBera «kode ¢ MOJOKOM»
HA CNMHE Y MaTepu npodanaa.
Fig. 2. Pigmented spots
the color of coffee with milk
on the back of the mother
of proband.
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IMpn manpmanvu KOXW He BBISIBJICHBI XapaKTepHBIE
MEJIKME OIMyXOJIeBUIHbIC 00pa30BaHUSI B TOJIIE KOXHU
U TIO XOAYy HEpPBOB, JABUTATEIbHBIX PACCTPOWCTB U OYa-
TOBOM HEBPOJIOTMUECKON CUMIITOMATUKU TaKXe He Ha-
omomaetcsi. OTMeueHa yMCTBEHHasl OTCTaJIOCTh JIETKOM
CTETIEHW C HapylIeHWeM ToBeleHUs. TaxuKapauu U ap-
TepUaTbHON TUTIEPTEH3UM HEe 3aperucTpupoBaHo. Ku-
BOT TpPW MaJIbITalluy MSATKU, YMEPEHHO 0OJIe3HEHHBIN
B anuracTpaiibHoil objsact. CUMIITOMOB pasapaxKeHUsI
OproLIMHBI He BbIsIBJIeHO. [leyeHb U cene3eHka He Majib-
mupyioTcs. HapykHble TONOBBIE OpraHbl CcHOPMUPO-
BaHBI TIO MYXXCKOMY TuIy. [TooBoe pa3BUTHE COOTBET-
CTBYeT Bo3pacTy. B moka3zaressix o0lero aHaiausa KpoBH,
MOYM M KOTIPOTPaMMbI OTKJIOHEHWIT He BBISIBJICHO.

IIpn odTaTbMOIOTMYECKOM MWCCIASAOBAHNN W3MeE-
HEHMI Ha TJIa3HOM JIHE He OOHapyXeHO, yCTaHOBJIEHA
muonus cinaboit crenenu. DKI' — 6e3 maTonoruu. Dxo-
KapauorpaMMa — YMEpPEHHBII TpoJiaric MUTPaBHOTO
KJaraHa ¢ peryprutaiueii 0—I crereHu. Yasrpa3sBykoBoe
HCClIeI0BaHE OPraHOB OPIOITHOM TMOJIOCTU HE BBISIBUIIO
MaTOJIOTMYECKUX U3MEHEHMA.

Ha cepum MarHMTHO-pe30HAHCHBIX TOMOTpPAMM
(C KOHTPACTHBIM YCUJICHUEM) B TIPOESKIIUU OJIETHBIX Ia-
pPOB C 00€MX CTOPOH OIpPEACNSIIOTCS CUMMETPUYHO pac-
MOJIOKEHHBIE OKPYTJION (hOpMbI HEOOIBIIIME OYaru, BbI-
cokonHTeHcuBHBIE B T2 BU u flair n crabomoHKeHHO
nHTeHcuBHOocTM B T1 BW, He HakamimBalOT KOHTPACT.
30HbBI U3MEHEHHOTO CUTHaJIa 6€3 YeTKUX KOHTYPOB BU3Y-
AJTM3UPYIOTCS B TMTPOEKIIUY TUTIIIOKAMIIa, HOXKAX MO3ra,
Tajamyce, KOHTpAacT He HaKaIlIuBaloT. EIXWHWYIHBIE
MeJIKMe TOYeUHble U ITPUXOBUIHBIE OYarv MepUBACKY-
JIIPHOTO 3HIIe(danonn3a BU3yaau3upyTcsl B TTPOSKIINN
0asayibHBIX s/Iep U B 0€JI0M BellleCTBe OOJIbIINX TOJTyIla-
puii. [TogoOHbBIE U3MEHEHUST BO3MOXHBI MpU Helpodu-
opomato3e 1 Tura.

KoHcymbralms reHeTHKa — Ha OCHOBaHUM XapaKTep-
HBIX KIMHUYECKHUX JaHHBIX YCTAHOBJIEH TMAaTrHO3: HEMpPO-
¢ubpomaros, ayToCOMHO-JIOMUHAHTHBIN TUM HAaCJIeI0-
BaHUsI.
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