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MODERN APPROACHES TO DIAGNOSTICS, THE PROBLEM OF CLINICAL POLYMORPHISM OF NEUROFIBROMATOSIS
IN CHILDREN (LITERATURE REVIEW)

ANNOTATION
This article analyzes literature data on the characteristics of the development of neurofibromatosis in children. An analysis of the studied scientific
and medical literature showed that many unresolved problems remain, such as the introduction of effective pharmacological drugs into the clinic,
identifying the causes of high mutability of the NF1 gene and pronounced clinical polymorphism, and difficulties in diagnosing this pathology at
the genetic level. Concentration of the main directions in the study of molecular mechanisms of the disease will allow to correctly orient the search
to resolve the existing contradictions.
Keywords: neurofibromatosis, children, clinical polymorphism, diagnostics.

Onpenenenne u narorenes: Heiipopudpomarossr (H®) — rpynna
HACJIC/ICTBCHHBIX 3a00JICBaHMI, XapaKkTePU3YIOIMXCS IOSBICHUEM
MHO)KECTBEHHBIX JOOPOKAYECTBEHHBIX M PEXe 3JI0KAUYeCTBEHHBIX
omyxoJieil LeHTpanpHOW M nepudepuyeckoil HepBHOH cucrembl. B
HACTOSIIIEe BpeMs IPyIIa BKIIOYAeT 3 HO30JIOruK: Heipodudpomaros
I Tuna (H® I), nelipodubdpomaros II tuma (H® II) u mwBanHOMaTo3

(IIBMT) [14,26]. Heiipodubpomarossl oTHOcsATCS K (hakomarosam,
WM HEHPOKOKHBIM CHHIPOMAM, TaK Kak OOJIBIIMHCTBO KIMHUYECKHUX

IIPOSIBIICHUN 3aTparuBaroT TKaHHA HEUPOIKTOAECPMAIBHOTO
npoucxoxnaenust [7,18,22]. Bce H® sBmtrorcss ayTocOMHO-
JIOMHHAHTHBIMH ~ 3a00JICBaHISIMH C TOJHOM IEHETPaHTHOCTHIO,

9THOJIOTHYECKUM (HaKTOPOM Pa3BUTHSI KOTOPBIX BBICTYIAIOT MyTallUHU B
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aCCOIMUPOBAHHBIX T'€HaX-OHKOCympeccopax. KasyampHast mytarms,
MIPUBOAIIAS K PA3BUTHIO 3200JI€BaHIS, MOXKET KaK ObITh YHACIEIOBaHA
OT OIHOTO M3 POJUTENCH, TaKk U SIBISATHCS cropamuydeckoii (de novo)
[26]. B cBot0 ouepens, de novo MyTalii MOTYT BOSHHUKATH B MPOLIECCE
sMOpHoreHesa, MPUBOAA K COCYIIECTBOBAHHMIO B OJHOM OpTaHH3MeE
TeHeTHYECKH pAa3JIMYHbIX KIETOYHBIX NOMynsnuil. JlaHHoe sBieHne
MONMYYIJIO Ha3BaHWE COMATHYecKoro moszamumsma [2,4,17]. Hns
MAIMEHTOB C MO3aW4YHBIM (DEHOTHUIIOM XapakTepHO Ooliee MATKOoe
TeueHne 3aboneBaHMsi. B psne ciydaeB MOryT OTCYTCTBOBAaTb
o0uraTHbIe KIIMHUYIECKUE IPU3HAKY, YTO 3aTPYAHIECT CBOCBPEMEHHYIO
MMOCTaHOBKY Auaruosa [16,25]. Ha npoTsikeHu# IIUTEIbHOT0 BpEeMEH!
nuarHoctuka H® ocHOBbIBanach NPEUMYLIECTBEHHO Ha OLEHKE
(eHOTHIIA MTALMEHTA, OJJHAKO MOCTENEHHOE pa3BUTHE 3a007€BaHUS U
YACTHYHO MEPEKPHIBAIOIIMHCA CIEKTP KIMHUYECKUX IPOSBICHUIN
3arpyansator auddepeHmanpayo auarHoctuky H®, ocobenHo B
MOMEHT KIMHUYECKOro nebroora. CoBpeMeHHbIC NpPEACTABICHUS O
KIMHUYECKOM M TEHETHYECKOM pPAa3HOOOpasHM JAHHOM TpPYIIIbI
HO30JIOTHH [eNal0T HePEeIeBaHTHBIM HCIIOIb30BAHUE JAHHOTO MTOX01a
B KAauecTBE  OCHOBHOTO  JAMAarHOCTHYECKOTO  MHCTPYMEHTA.
OOHOBIIEHHBIE AUArHOCTHUECKNE KPUTEPUH MOCIIETHUX JIET ONMHPAIOTCS
B PaBHOM CTETICHH HA (DCHOTHII MAIIMEHTAa U PE3yIbTaThl MOIEKYIIIPHO-
reHerudeckoro TtectupoBanus [1,3,5,11]. HccnenoBaHust BBIIBIITH
reHO()CHOTUINYECKIE KOPPESALUH, MO3BOJIIOMNE IPOTHO3MPOBATH
Te4eHHe M TOKeCTh OonesHu. OmHAKo pa3nuuusi B KIMHUYECKHX
MPOSIBIICHUAX y CHOCOB C WACHTHYHON TEPMUHAIBHOW MyTaImei
OCTAlOTCSI HE O KOHIA H3YYEHHBIMH U MOTYT OBITH 0O0YCIIOBIEHBI
BIMSHHEM T'€HOB-MOJU(GHUKATOPOB, M3MEHAIOMNX BBIPAKEHHOCTh
MaTOJIOTMIECKOTro TPOoIiecca.

Pannsis  amarmocruka: H®  nosBomieTr  CBOSBPEMEHHO
WHUAIMUPOBATh  TEPAlMIO, IPEJOTBPATHB  PA3BUTHE  TSIKEIOTO
HEBPOJIOTHUECKOr0 Ae(hHIUTa, W MOTOMY SBISIETCS aKTyalbHOH
3amadeit nedamero Bpawa [6,10]. Kimaudeckwe mposiBieHHS U
MIPEeUMYIIECTBEHHAS JIOKAIM3ALUs IIpoLecca Jall OCHOBaHME [UIS
paznesneHus 3a00eBaHNs Ha NepU(EPHUUYECKUE U LEHTPAIbHBIC ()OPMBI
[12,13]. CymiectByer u apyrue hopmsl Heiipopubpomarosa. Beimeneno
U ONHCAHO BOCEMb  KIMHUKO-  MOP(OJIOTHUECKHX  THIIOB
HelipoOubpomarosa: Helipopubpomaros I u Il THIOB — rereTryeckne
3aboJeBanus 6€3 KaKoro-Tud0 pacoBOro MITH TOJIOBOTO MPEOOIIaIaHus.
Wx mokycel HaxomsTCs COOTBETCTBEHHO Ha Xxpomocomax 17qll1.2 u
22q12.2. PacrionoxeHHBIE 3€Ch T€HbI KOJUPYIOT CHHTE3 CYTPECCOPOB
OIYXOJICBOTO POCTa, OOECTICUYMBAIOMINN JAUHAMUYECKUH KOHTPOIb
kinerounoro pocra [15,20]. Tlpu renerudeckom nedexre B
COOTBETCTBYIOIIMX  XPOMOCOMaX  JHHAMHYECKOE  PaBHOBECHE
PETYIIMN POCTa CMEIIACTCSI B CTOPOHY HPOIH(Epay 1 BO3HUKACT
OOpOKAaYeCTBEHHBI  omyxoieBeli  pocT. Ob6a  3abonmeBaHus
XapaKTEePU3YIOTCs 100% NIEHETPAHTHOCTBIO U IIUPOKOH
(eHoTHIIMYECKOW BapuabenpHOCTHIO;  Helipodubpomaros Il Tuma
XapaKkTepU3yeTcs CoueTaHneM MpH3HaKoB Hepodubpomaroza I u 11
THIIOB; HelipoduOpomaro3 IV Tuma xapakTepusyercs TOJBKO
muddy3upiMu HeiipoduOpoMaMu ¥ MHUTMEHTalue# mo Tuimy Kode ¢
MOJIOKOM;  HedpopuOpomaTo3 V  THma TpeACTaBIsieT  CcoOOi
cerMeHTapHyro ¢opMmy HelpoduOpomaToza ¢  JOKaIM3AIMEH
crnenu(puIecKoro MopakeHUs B OXHOM 00nacTH Terna Win B OJHOM
oprane; HerpodubOpomaTos VI Tuma mposBISETCS TOIBKO HATHIAEM
IITeH MO0 Ty Kode ¢ MonokoM; Heipopubpomaro3z VII Tuma
XapakTepusyerca  Oonee  MO3OHHUM  HAYaJoM M HAIHYHEM
H30JIMpOBaHHOU Helpodubpocapkomsr; Heipodudpomaro3 VIII tuma
— cMemanHas rpynna. OHaKko B MOCIEAHee BpeMs OOJNBIINHCTBO W3
BBIIIICTIEPEYHCIICHHBIX bopm Helpodudbpomarosa, KpoMme
ueiipopubpomaroza Il Tuma, cumrarorcs abOpTHBHBIME (OopMaMu
HeilipopuOpomatoza | TuUma W B KayecTBE CaMOCTOSITEIBHBIX
HO30JIOTHYIECKUX (hOPM HE BBLACISIOTCS. MCKIIOUeHHAMH MOTYT OBITH
CerMeHTapHelli HelpoduOpomaTo3 V THma, KOrga THIIMYHBIC
nposiBIeHus Helipodnbpomarosa | Tuma JoKanu3yloTcss B OAHOM WIIH
HECKOJIBKUX COCEIHUX Aepmaromax [23,24]. Obmmmu st Bcex Ghopm
CIIeyeT CUUTaTh KOXHBIE NPOSIBICHUS B BHAC ISITCH PA3IHIHOTO
pa3mepa mBeTa Kode ¢ MOJIOKOM. THIHYHO PACIONIOXKEHHE ISITEH B
MOIMBITIIEYHBIX BraguHax [8]. OcoOpIii HHTEpEC C MPaKTHYECKO TOUKH
3pEHUsI B CBSI3U C YAaCTOTOM BCTPEYAEMOCTH, TSDKECTBIO MOPAKEHUS
npeacTaBiIaoT Helipopubpomaros I, 1, V tumos. PerpocnexktuBHOE

HCCIICJOBAHUE OICHUBATO  B3aUMOCBSI3b  BO3pacTa  IAlUEHTA,
KOJIMYECTBA M THIIA [IATEH LBETA «KO(e C MOJIOKOM» C PUCKOM HAJIUYHS
H®I1. V pereit mmagme 29 MecsaneB ¢ ImecTbio U Oojee NSITHAMU
BEPOSITHOCTH Auaruo3a coctasisuia 80,4% (95% AU: 74,6-86,2%), B To
BpeMsI KaK y feTel crapiue 29 MecsIieB C MEHBIITNM KOJINYECTBOM IIATCH
WU XOTS OBl OTHUM aTHITMYHBIM IISITHOM PUCK OBIIT 3HAYUTEIIFHO HIDKE

— 0,9% (95% AU: 0-2,6%)[6, 21]. Ilpumepro 95% B3pocasix ¢ HO1

UMEIOT IISITHA LIBETa «KO(E ¢ MOJIOKOM», HO CO BPEMEHEM OHH MOT'YT

ONeTHETh U CTAHOBUTHCA MEHEE 3aMETHBIMHU. B Takux ciydasx st ux

BHU3yalIM3allul MOXET OBITh HCIONb30BaHA Jamma Byma, XoTs

JIMAarHOCTHYECKUE KPUTEPHUH MIPELyCMATPUBAIOT OCMOTP IPH OOBIYHOM

ocsemieanu [13,17]. IMaumentst ¢ H®1 MoryT mmMerh KOTHUTHBHBIC

HapymieHwus, TpoOieMbl ¢ OO0y4YeHHeM, TONOBHBIE OOlMH U

SMUIENTHYECKHE IPUCTYIBL. TakKe 0TMEeUaroTcs 3aeP>KKH B Pa3BUTHU

KaK MENKO#, Tak u rpy0od MOTOpHKH, a Makpouedamus sBIIeTCS

YaCTBIM SIBICHHEM. JKCTa3usl TBEPIOi 00010uKH mo3BoHOUHHUKA (dural

ectasia) MOXKET TPHBOAUTH K OOMIM BCIIEACTBHE KOMIPECCHU

KOPEIIKOB ~ CIIMHHOTO  Mo3ra.  MHoroo6pasue  KIMHHYECKUX

MPOSIBIICHUH, HEBPOJIOTMYECKUE TIPOOIEMBI, PUCK eopMaLlii 1 axe

CMEPTH MPUBOIAT K CHIDKCHHIO Ka4eCcTBa >KU3HN y 60bHBIX ¢ HD1[12].

B3pocmsle u getm ¢ 3tuM 3a00N€BaHMEM YACTO CTAJIKHBAIOTCS C

mpobJeMaMi CaMOOIICHKH, TPEBOXKHOCTBIO M XPOHUYECKOH OOJBIO.

Jlonrocpo4Hoe JaTCKOe HCCIIEAOBAaHME IMOKA3alo, YTO Y B3POCIBIX C

H®1 dame BcTpedaroTcsi MCUXMYECKHE PACCTPOMCTBA, CHIDKCHUE

YpOBHSI 00pa30BaHUs M yXyAIICHHE KauecTBA JKH3HU. YCTaHOBICHHE

nuarno3a Heitpopubpomaroza 1-ro tuma (HP1) ocHoBBIBacTcst Ha

BBIIBIICHMM  XapakTEePHBIX  KIMHUYECKMX  MPH3HAKOB.  XOTSI

TEHeTHYeCKOe TECTHPOBAHHE HE SBIIETCS OOS3aTeNBHBIM IS

MOCTAaHOBKY JMArHO3a, OHO MOXKET OKa3aThCs MOJIE3HBIM, OCOOEHHO Y

JIeTeH, y KOTOPBIX KIMHHYECKUE KPUTEPHU HEAOCTATOYHO BBIPAXKCHBI

0€3 reHeTUYEeCKUX JAHHBIX WM NPH HAIMYMH TOJIBKO HATEH «kode ¢

MOJIOKOM» M BECHYIIEK B CKJIaAKax KOxH. JleTeil ¢ momo3peHnemM Ha

H®1 HeoOxoamMo OIEHMBATH C y4acTHEM MYJIbTHAMCIUILTHHAPHON

KOMaH/Ibl, BKJIIOYAIOIIEH MeANaTPUIECKUX HEBPOJIOTOB, TEHETHKOB U

odranpmonoroB Takas KoMaHZa MPOBOAMUT TINATEIBHBIA OCMOTP C

LETBI0 BBIIBICHUSI AUArHOCTHUYECKUX KPUTEPHUEB U COIyTCTBYIOLIUX,

MOJTAIOIINXCSL JICYEHUIO OCIIOKHEHHH, OO0ECIeunBaeT POIUTENISIM

PEKOMEHAINY TI0 JaTbHEeHIIeMy HaOMIOACHHIO U IIPU HEOOXOTUMOCTH

HampaBIsAeT K JAPYTUM CIEIHaIUcTaM. Takke OIyOIMKOBAaHBI

KOHCCHCYCHbIE PEKOMEHJAIMH 10 BeAeHHIo manuentoB ¢ HO1 kak B

JIETCKOM, TaK M BO B3pOCIOM Bo3pacTe. HauampHOE CKpHHHMHrOBOE

o0ceoBaHKe JOHKHO MOATBEPAUTD TUArHO3 3 CUET HACHTU(DUKAIN

kimHmYeckux npusHakoB H®1. [lpm stoM HeoOxoammo cobpathb
aHaMHe3, BKJIIOYAIOIIUH CHMIITOMBI, XapaKTepHbIE A 3a001eBaHuUs

(6omp,  HapymeHHs ~ 3peHHUS,  MbIIIeYHas  crabocTy WK

HEBPOJIOTUYECKHE NEPHUIUTHI, TOJOBHBIE OONH, CYIOpOTH), a TaKke

OLIEHUTH UCTOPHIO Pa3BUTHS M YCIeBaeMOCTh pebenka. du3nkaapHOe

o0cneoBaHNe JOJDKHO YACNSTH 0c000€ BHUMAaHHE COCTOSTHUIO KOXU,

CKEJICTHOM CHCTEMBI u HEBPOJIOTHIECKOMY cTarycy.

OdTanbMONIOTHIECKHH OCMOTp MO3BOJAET BBIABHTH Yy3enkd Jlumma,

XOpOHUIAIBHBIE aHOMAIMU ¥ PAHHHWE MPHU3HAKH ONTHUYECKOH TIIHOMBIL.

Kpurepnu, pazpaboranHble Ha OCHOBaHHH KOHCeHcyca HarmonapHbIX

vHCTUTYTOB 3apaBooxpaneHus CHIA (NIH) B 1987 romy c

nocienyrmuMu ooHoBneHus M B 1997 u 2021 rogax, 6a3upyrorcs Ha

OTpEeNeNEHHbIX KIMHUYeCKHX npusHakax [11,22,26]. Ecam 'y

nanueHTa 0e3 ceMeifHOro aHamMHe3a BbISIBJ€eHO MHHMMYM ABa M3

cJieyIOIUX KpuTepues, tuario3 H®1 noarsep:xaaercs [9, 18, 21,

27]:

e [llects unu GoJee MATEH «KOQe ¢ MOJIOKOM» (AUAMETPOM >5 MM y
merer w >15 MM y B3pOCIHBIX), H3MEPSEMBIX B OOBIYHOM
OCBEIICHUT;

e Hamuuue aByx win 6onee HelipohuOpoM JI000r0 THIIA WITH OXHON
wiekcopMHOIt HeHpOHUOPOMBIL;

e BecHymky B TOAMBIIIEYHBIX WU MaXOBBIX 001aCTAX;

e  OnTuyeckas IIMOMa;

e Hamnune nByx mnm Gonee y3enkoB Jluma (MM XOpOMAANBHBIX

aHOMaJHi);

e XapaxTepHas KOCTHas MaToJOrys (HAIpUMEp, TUCILUIa3us KPbUIbEB
KJIMHOBHAHOM KOCTH, MWCKPHMBIICHHE JUIMHHBIX KOCTeH ¢
TICEBA0APTPO30M);
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e ['eTepo3uroTHeIN MaToreHHbli BapuanT B reae NF1 ¢ BapuaHTHOI
anenbHOH (pakiueit 50% B HOPMaNbHOM TKAaHH.

Y nereii, Yy KOTOpPbIX OOUH U3 poauteseii crpagaer H®I1,
JAUATHO3 MOKeT ObITh MOCTABJIEH NPH HAJIMYUHU XOTS ObI OTHOTO U3
BbIllIeyKa3aHHbIX KpuTepues [9, 18, 21, 27].

Jlnarsocruueckue KpUTEpUH obnanmarot BBICOKOM
CHENU(DUIHOCTBI0O M TyBCTBHTEIBHOCTBIO, 32 HCKIIOUCHHEM CaMbIX
MaJICHBKUX JieTeil: 97% OONBHBIX yIOBIETBOPSIOT IEPBOHAYAIBHBIM
kpurepusiMm NIH k 8 ronam, a ocraBmmecs — k 20 romam. MccnenoBanust
MOKAa3bIBAIOT, 4TO MpuMepHO 46% nereit ¢ cropagndeckum HD1 ne
yaoBieTBoparoT kpureprsiM NIH k 1 roxy )Ku3HH, TOSTOMY MaJIEHBKIM
JIETSIM C €AMHCTBEHHBIM KJIMHWYECKUM IIPH3HAKOM H OTCYTCTBHEM
CeMeHHOro aHaMHe3a CIeAyeT IPOBOUTH HAOMIOEHHE 0 TOCTHKEHUS
BO3pacTa 4 JeT, KOrja MOKHO IMOCTaBUTh OKOHYATEIbHBINA AUarHo3 [8].
I'enernueckoe TECTHPOBAHUE MOXKET UCIIOIB30BAThCS JUIS IOCTAHOBKH
MOJIEKYJISIPHOTO ANArHO3a B HEOAHO3HAYHBIX CIIydasiX.

Ha stom 3tame Bpau (meauaTp, TepanesT, AePMATOIOT HIH ICHETHK )
BBIBIICT THUIHMYHbIe BHemHue npm3Haku H®1: marHa «xode ¢
MOJIOKOM», aKCWIIIPHOE ¥ I[aXOBOE BECHYIICHHE, KOXKHBIE
Heiipodudpomer. [IpoBoaurcst cOop ceMeHHOTO aHamMHe3a W OICHKa
pocTa, Beca, HEBPOJIOTMUECKUX M KOTHUTUBHBIX (DYHKIUIL.

Pannmii ocMoTp KpaifHe BaskeH, Tak Kak MHOTHeE mposiBieHns HO1
Pa3BHUBAIOTCS C BO3PACTOM, M PEOCHOK ¢ MUHUMAIBHBIMU NIPU3HAKAMHU
B MJIQICHYECTBE MOXKET COOTBETCTBOBATH IOJHBIM KPUTEPHUAM yXKE B
JIOMIKOJIBHOM BO3pPacTe.

JlaGopaTopHble W HHCTPYMeHTAJbHble HCCIAEAOBAHUS —
yYTOUHeHHe CTelleHU MOPaKeHMsl.

B 3aBucuMOCTHM OT BBIIBIEHHBIX KIMHHYECKHX IPU3HAKOB
Ha3HA4aeTCs IeeBasi HHCTPyMEHTalbHas quarnocruka [9, 18, 21, 27]:
e MPT ronoBHOro Mo3ra u OpOUT MPOBOJUTCS MPH MOJO3PECHUH Ha

ONTHYECKYI0 TIHOMYy WM  (OKAIbHBIE 30HBI  BBICOKOM

naTeHcuBHoctH (FASI).

e MPT no3BoHOYHNKA HEOOXOMMO TP HATUYUU HEBPOJIOTHUECKIX
CHMITTOMOB WM O0JIEBOTO CHHPOMA.

e Penrren wm KT ucmoms3ylorcss A OLEHKHM OPTOHEIMIECKUX
OCIIO’KHEHUH (CKOJIMO03, ICEBIOAPTPO36I).

e [lpu Benennn manueHTOB ¢ HelpoduOpomarozom 1 tuma (HD1)
1a00paToOpHBIE METOAB! AMAarHOCTHUKH WIPAlOT BaXKHYIO POIb B
BBIIBIICHHU COIyTCTBYIOIIUX OCJIOXKHEHHH M MOHHUTOPHHTIE
Teparum. CBOEBpEMEHHOE MPOBEICHNE 11abopaTOPHBIX
HCCIIEJOBAHUH TTOMOTaeT AUArHOCTHPOBATH TAKHE COCTOSHHUSA, KaK
(eoxpomMoTOMa, HEHPOIHIOKPUHHBIE OIYXOJH, HApyIICHUE
GyHKIMI TeYeHH U IOYeK, a TakKe KOHTPOJIUPOBATH
MIEPEHOCUMOCTh MEIMKAMEHTO3HOH Tepamuy, OCOOCHHO IpH
WCTIOJIB30BaHUHU TapPreTHBIX MPENapaTroB (CEMyMETHHHO).

K ocHOBHBEIM 1a00paTOPHEIM METOAAM, PEKOMEHIOBAHHBIM UL
manueHToB ¢ H®1, otHocsTcs:

e OOmmii aHamu3 KPOBU M OHMOXMMHUYECKHE TECTHI: IO3BOJISIOT
BBISIBUTH BO3MOXKHBIC M3MCHEHHS B IEYCHHM M MOYKaX Ha (oHe
Tepanuu.

e OmpenencHue ypoBHS MeTaHE(PUHOB M HOpMETaHE(PUHOB B
IUIa3Me WM MOYe: HanOoJiee TyBCTBUTEIBHBIM METOA VISl paHHEH
JIMAarHOCTHKH (pEOXPOMOIIUTOMBL.

e TopMOHANBHBIC HCCIEAOBAHMA: HEOOXOAWMBI MPH KIMHUYIECKUX
MPU3HAKAX SHAOKPHHHBIX HAPYIICHUH (HApUMep, 3aMeIJICHUE
pOCTa, 3a7epIKKa MOIOBOTO Pa3BUTH).

e [‘eHermueckoe TecTupoBaHue (aHanm3 reHa NF1): moareepskmaeT
JINarHO3 Ha TEHETUYECKOM YPOBHE H MO3BOJAET YyTOYHUTH TAKTHKY
BEICHMS MAIUCHTA.

e JlononHuTenbHBIE MAPKEPHI (HaIpUMep, BUTaMUH D, XpoMorpanua
A): ICTIONB3YIOTCS A OLEHKH PUCKA PAa3BUTHS OCTEOMOPO3a HITH
HEWPOIHIOKPUHHBIX OITyXOJEH.

Perymsippoe u rpamMOTHOE IIPUMEHEHHE STHX J1a0OpPaTOPHBIX
METOJOB TIO3BOJISIET TMOBBICUTH  3(PPEKTUBHOCTH  HAONIONCHUS,
ONTHUMU3UPOBATH JICYEHHUE U YIIyUIINTh KaUeCTBO XHU3HU MAIUEHTOB C
H®1. JlaGoparopHble TecThl Tak >X€ OCOOCHHO aKTyalbHBI MPHU
MoA03peHH:  Ha  (PEOXpPOMOLUTOMY  IIH  COMYTCTBYIOLILYIO
THIICPTEH3HIO.

I'eHeTnyeckoe M MpeHATaJbHOE TECTHPOBAHMS-XOTS IHATHO3
H®1 game Bcero craBurcs KIMHHYECKH, B psje CiaydacB (paHHUN
BO3pAcT, AaTUNUYHAS KapTHHA, HEOOXOAMMOCTh IpeHaTaIbHON
JMAarHOCTHKH) TIPOBOAUTCS MOJICKYJISIPHO-TEHETHUECKUH  aHAJM3.
I'enernueckoe nccae0BaHUE MOXKET TOTBEPIUTH AUATHO3 B CIIOXKHBIX
ClTy4Jasx ¥ HallPaBUTh CKPHHUHT WICHOB CEMbU — HAIIPUMED, TT03BOJISIET
BBINONHATh TAapTeTHPOBAHHBIA aHAIN3 HAa OOHAPYKEHHYIO MYTAIUIO
BMECTO TIOJTHOTO CEKBEHHPOBAHHS Bcero reHa. OHO 00s3aTeNnbHO mpu
MIPOBEJCHUN MPEHATANBHON WK NMPEeHMIUIAaHTAIMOHHON JUarHOCTUKH.
[lonmoxuTenbHBIN pe3yNbTaT FeHeTHUECKOro TecTa Ha myTanuio NF1 He
MIPECKa3bIBACT CTENEHb TSDKECTH 3a00JIEBaHUS WM OCJIOXKHEHHH (32
HEKOTOPBIMH ~HCKITIOUECHUsAMH). 11 TPOBENCHUS TE€HETHYECKOTO
TecTUpoBaHWs Ha Heipopubpomato3 1 Tuma (HD1) oO6braHO
WCTIONB3yeTCsl BEHO3HAas KpOBb, COOpaHHas B TPOOHPKH C
anTukoaryinstarom DJITA (puoneroBas kpeliika). 910 obecreynBaeT
coxpanHocTb JHK st manpreiimero ananusa. Vcrons3oBanue cyxux
IISITEH KPOBHU AJIA 3TOTO TECTa HE SBISETCS] CTAHAAPTHOM MPAaKTUKON U
3aBHCUT OT KOHKPETHOH sabopatopuu. I[laToreHHble BapWaHTHL,
BBISIBIIEMBIC TIPH KIIMHIYeCKoM auarnoze H®1, napymaoT GyHKIo
rera NF1. M3-3a ero Gonpmioro pasmepa u pa3sHOOOpa3ws MyTalui
MOJIEKYJSIPHOE TECTHPOBAaHHE BKIIOYAECT CEKBEHHPOBaHUE Bcei
KOIMpPYIOEH 00JacTH, MOWCK AENCHWH WIH MEePecTPOeK, a TaKKe
aHaJM3 BapUAHTOB B K30HAX M MHTPOHAX, BIUAIONIMX HA CIUIAMCHHT.
Knunamaeckast 1OCTYIHOCTh MOJIEKYJISIPHOTO TECTHPOBAHUS ITO3BOJISIET
OOHApYXUTh MATOT€HHYI0 MyTanuio B mpubmmsurensHo 95%
ciydaeB[12], 4To 03HAYAECT, YTO OTPUIATEIBHBINA TECT HE HCKIIIOYAET
JIMarHO3 — 3TO MOXKET OBITh CBA3aHO C MO3AUIM3MOM WM JPYroif
nmaronorveid. CyImecTByeT MHOXKECTBO Pa3IMYHBIX IATOTCHHBIX
BapuantoB NF1, u sBHBIE KOppelsIMM MEXAy TCHOTHUIIOM U
(heHOTHIIOM TOKa YTO He ycTaHoBJIeHBL. Hampumep, myranus ¢.2970-
2972delAAT (p.M992del) cBsizana ¢ 04eHb MATKAM (PSHOTHIIOM, B TO
BpeMs KaK MHCCEHC-MYTalMU B KomoHax 844848 accommupyrorcs ¢
TSDKENBIM TEYCHHEM, BKIIIOYAIOIINM ILIeKC(HOPMHBIE HEHPOhHOPOMBI,
CHMHAIbHBIE HEHPOGHUOPOMBI, ONTHYECKYIO TIHOMY, CKEJIETHBIE
aHOMAJIMM W TIOBBIIIEHHBIH PHCK 3JI0KAYECTBEHHBIX OITyXOJIEH.
Hexoropsie KOHKpeTHBIE MyTanuy, Takue kak p.Metl149, p.Argl276
wim p.Lys1423, cBf3aHbl ¢ ()EHOTHUIIOM, HAMIOMUHAIOIIUM CHHAPOM
Hynana, mpuyem mocnemHue [Ba BapuaHTa acCCOLMHPOBAHBI C
TIOBBIIIIEHHBIM PHCKOM BPOXKAEHHBIX MOPOKOB cepama. [Ipumepno 1—
5% 6ompHEIX ¢ HD1 umeror Oomblne aeiaeiuy, oXBaTeiBaroiye 1,4—
1,5 M6 JJHK, Bkirodas Bech reH NF 1. Takue cirygan cOnmpoBOXKIAIOTCS
6oJiee BBICOKMM PHCKOM HMHTEIUIEKTYaJIbHBIX HApPYIICHUH, 3a/ep KKOH
pa3BuTHA, AUCMOPQHBIMHA UYEPTaMHU JIMI[@A, @ TAKXKE MOBBIIICHHBIM
PHCKOM 3/I0KQ4eCTBEHHBIX OIyXOoledl mnepupepuueckux HEPBHBIX
obonouexk [6, 12, 15, 19].

KornutupHble HapylieHHs1 H TPYAHOCTH B 00yueHUu: Y nereit
¢ H®1 nabmromaeTcs MOBBIIIEHHAS YaCTOTA KOTHUTHBHBIX HAPYIIICHHH,
HapymeHnd 00y4aeMOCTH B PacCTPOUCTB ayTHCTHUYECKOTO CIieKTpa. B
omHoMm wuccienoBannu 81 pebenka ¢ H®1 y 81 % BouBIsIIMCH
YMEpEHHbIE WM BBIPA)KEHHBIE HAPYIICHHS B OJHOW MM HECKOJBKHX
KOrHUTHBHBIX 00nactsx. [Q y mereit ¢ HO1 o6pruHO Ha 5—10 myHKTOB
HIDKE, 9eM Y CBEPCTHHKOB, a pPAaCIpPOCTPAaHEHHOCTh YMCTBEHHOH
orcranoctu (IQ <70) cocraBmster 4-8 % mo cpasuenuio ¢ 2-3 % B
obmert momymsauun. [lpy HanMYMM  YMCTBEHHOH  OTCTalOCTH
HEOOXOAMMO HCKIIOUHTh JpPYrWe IpPUYMHBI (HAIIpUMEp, CUHIPOM
moMkoil  X-xpomocombl). Kpome Ttoro, y gereit ¢ H®P1 wame
JIMarHOCTUPYIOT PpaccTpoicTBa ayTUCTHUECKOTO crekTrpa. B psane
HCCIIEJOBAHUH OTMEYAIOCh, YTO OKOJIO TIOJIOBUHBI JETEH HCIIBITHIBAIN
TPYAHOCTH TPH BBHINOJHCHWH 3aJaHUH Ha YTGHHE, MHCBMO U
MaTeMaTHKy, TPH O3TOM KOHKPETHBIC HapyIICHUs O0y4aeMOCTH
BBIIBIINCH Y 20—65 % mamuentoB. Hapsany ¢ stum Habmiomarorcs
mpobaeMbl ¢ HeBepOanbHBIM O0ydeHHEM, HAPYIICHUSIMH B OOJIACTH
BHHMaHHs1, OPraHM3alIMOHHBIMU TPYAHOCTSIMH, 1e()eKThI B BU3YaJIbHO-
MIPOCTPAHCTBEHHOM BOCIIPUSITUH, a TaKXe yXYZALICHHE COIMAIbHBIX
HaBbIKOB. CHHAPOM neduiMTa BHUMaHUs U runepaktuBHocTd (ADHD)
muarHoctupyercas 'y 30-40% nereit ¢ H®L. Takxe ormeuaercs
HapyLeHUEe UCHIOJIHUTENBHBIX (DYHKIHH, CBI3aHHBIX C IUIAHUPOBaHUEM
u pemenneM npobrnem. [lommumo storo, metn ¢ HO1 moryr mmers
HapyIICHUs! apTHUKYIALUH, THIEPHA3albHOCTh T'0J0CA, MBIIICYHYIO
cabocTh, MPOOIEMBI C ayaUTOPHON 00paboTKol uHbOpPMANUH WU
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PEUCBBIM BOCIIPHSITHEM, a TAaKKe 3aJ€PXKKH B Pa3BUTHH MEJIKOH U
rpy0o0ii MOTOpPHKH, KOTOPBIE CO BpEMEHEM MOT'YT ycunuBathecs. Hapsmy
¢ atuM y nereri ¢ HO1 nabnromarorest paccTpoiicTBa cHa.

Takum obpazom, nuarHoctuka H® ocHOBBIBaeTCS HA COYETAaHHU
KJIMHAYECKOTO OCMOTpA, IMOAPOOHOr0 aHaMHE3a, WHCTPYMEHTAIBHBIX
METO/IOB U, IIPU HEOOXOAUMOCTH, T€HETHYECKOTO TECTHPOBAHUS, UTO
MI03BOJISIET CBOEBPEMEHHO BBISIBUTH 3a00JI€BaHUE U HAYaTh aJ]CKBaTHOE
HaOJIIOZCHNE U JICUCHHUE.

AHa/IM3 HepellleHHbIX BONMPOCOB, HANpPaBJeHHe MX pelleHHs -
aHAIN3 M3yYCHHOH Hay4YHO-MEIUIIMHCKOM JUTepaTyphl, MaTepUaoB
rocyaapcrBeHHol peructpauuu u yuyera HUP nokaszan, uro ocraercsa
MHOTO HEpa3pelIeHHBIX 3a/1ad, TAKHX KaK BHEJPEHHE B KIHHHUKY
3¢ GEKTUBHBIX (PapMaKOJIOTHUECKUX MPETapaToB, BELIBICHUE MPUIUH
BBICOKOW MyTabenbpHOCTH reHa NF1 U BBIpaXKEHHOTO KIMHHUYECKOTO
nonuMophusMa, TPyJHOCTH B AWATHOCTHKE MAHHOW MATOJIOTMU Ha
TeHeTH4eCKOM ypoBHE. KOHIEHTpaIysi OCHOBHBIX HAIPaBICHUH B
HCCIIEJOBAHUH MOJICKYJISIPHBIX MEXAaHH3MOB 3a00J€BaHUSI MO3BOIHT
MPaBUIBHO OPHEHTHPOBATh IOMCK HA PA3pEHICHUE CIOKUBIIHMXCS

npotuBopeunid. OmHUM W3  KIIOYEBBIX MOMEHTOB  SIBISIETCS
WCCIICZIOBAHAE HMMYHOIATOJIOTHUECKUX M3MEHEHUH Yy OONBHBIX.
Takum o00pa3oM, Ha OCHOBAaHMH BBIIICH3IOKEHHOIO, LEIBIO

HCCIICIOBAHUS SIBIISICTCS:: BBIBUTH KJIMHHUKO-TEHETHYECKHE AaCIEKTHI
HelipopuOpoMaTo30B y AeTeil, ¢ pa3paboTKON MpeANIOKESHUN U
peKoMeHAauuMii MO  COBEpPUICHCTBOBAHMIO  METOAOB  PaHHEH
JIMArHOCTHKH ¥ TAKTUKH TE€PATIHU.

3ak/lI0ueHHe 0 11eJIecO00pPa3HOCTH HCCJIel0BAHUS-U3YyUCHUE
(akTOpoB  pHCKa  pa3BUTHA U KIMHHKO-HEBPOIOTHMYECKHX
ocobeHHocTel HelipodhuOpoMaTo3a y IeTei, MO3BOJIUT pa3padoTaTh
KPUTEpUH  OWAarHOCTUKM ¥ TIPOTHO3HMPOBAHHE  OCIOXKHEHHI
3aboneBanus y aereil. M3yueHne KITMHUKO-TEHETUIECKON KOPPETSIUU
MIO3BOJIUT YIIYYIIUTh TAKTUKY BEICHUS U T€PanHuu OOMBHBIX C AAHHON
maronorveid. Pesymerarbl  paGoThl  OyayT MMETh  COIMAIBHO-
9KOHOMHUUECKUH 3 eKT, BRIPaKaAIOIUICS B CHIXKEHHH CMEPTHOCTH U
VHBAIMAM3AIUA OONBHBIX ¢ HeHpohuOpOMaTo30M, MOBBHIIICHUN
Ka4yeCcTBa X JKM3HU B PaAMKax COIMAIbHO-Pea0MINTalMOHHON IIOMOIIN
GOJIBHBIM U UX CEMBSIM.
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