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—akagx.AMH VYkpauns! npod.B.M.Mopo3, 3aB.kadeapu JIOP-xBopob —
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B nuddepenunanbHoi [uarHoCTUKE HOBOOOpa30BaHMil 1ieu nepudepudeckas
dopma HeipopuOpomaroza (NF1) mpeacraBimsercs Oosiee 3aTPYAHUTEILHOW IS
Bepudukanuu yeM nuMdaneHuTb, OOKOBBIC KUCTHI IIIE€H, JIUIIOMBI, METACTa3bl B
nieiiHple TMM(OY3IIbl, TTIOMYCHBIE OITYXOJIM U Ip. B CBSI3U C €r0 JOCTATOYHO PEIKOM
BcTpeyaemocThio B momyssiimn  — 1:3000-1:4000 (Boyd K.P. et al.,, 2009;
Mantripragada K.K. et al., 2009).

NF1 wm Oone3nr Pexnmuxay3ena (Recklinghausen F.D., 1882) sBnsercs
TSKEJIOW CUCTEMHOM HACJEACTBEHHOW OSKTO-ME30JAECPMAJIbHOM HUCIUIA3UEH C
00pa30BaHUEM MHOXKECTBEHHBIX OITyXOJieH B KOXKE€ IO XOJy mnepudepuyeckux
HEPBOB, C HAJIMYUEM MUTMEHTHBIX MATEH HA KOXK€ WJIM CETYaTKE Irila3a, KOXKHBIMU
HeBycamMM M KocTHeiMH aHomanmusmu (Brems H. et al., 2009; Friedrich R.E. et al.,
2003), obycnoriennoe mytanuerr rena «NF1» B 17g-xpomocome (Brems H. et al.,
2009; Boyd K.P. et al., 2009; Cohen R. et al., 2010). I'eneruueckass BepubuKaIms
NF1 ocHoBana Ha OOHapy>XEHHH «yCE€YEHHOIro» HeHpohuOpoMuHA, KOTOPHIA HE
MOJKET CITY)KUTh cynpeccopoM pocta Heripodudpom (Cohen R. et al., 2010; Gottfried
O.N. et al., 2010). MyraunonsnsIit ananu3 nmposoautcs Ha PHK/6enkoBoM ypoBHE ¢
nomomibto  PTT (protein truncation test). Tounocts mnpenatansHoro JIHK-
MIPOTHO3UPOBAHUS TIPH HAJUYUU B CEMbE HECKOJIBKHMX OOJBHBIX ¢ KIMHHKOH NF1
moxkeT npebiiath 98 % (Boyd K.P. et al., 2009).

NF1 Ttaxxe compoBoxkaaercss Hecneuu@UUEeCKUMHU HapYIIEHUSIMH KOCTHOM
CUCTEMBbl B BHJIE€ CKOJIMO3a, HE3apalleHusi AY>KEK MO3BOHKOB, CIOHAWJIOIUCTE3A,

"CJIOHOBOCTI/I", YTOIMICHUA KOXHKW TOJIOBBI WM €U C 06p3.30BaHI/I€M IrpOMaaHBbIX



CKJIAJ0K;  TIPEXJIECBPEMEHHBIM  TOJIOBBIM  CO3PEBAaHUEM, T'MHEKOMACTHUEH;
SMWICITUYCCKIMH TPHUIAIKaMi, YMCTBEHHON oTctanocThio u mp. (Cohen R. et al.,
2010; Jett K., Friedman J.M., 2010).

Hamu npoBoaunacsk nuddepenimanbias JuarHocTika HOBOOOpa3oBaHUil 11en
y 2-X MyXX4uH B Bo3pacte 27 u 45 ner. Y Hux HaOmonamuch 0e3005Ie3HEHHBIC
00pa3oBaHUsl MO KOXKEH JIEBOW MOJIOBUHBI IIEW BIEPEIU KUBATEIbHOU MBI B
OJIHOM cllydae B BHUJE Tyro-aiacThuueckoro Bainuka pazmepamu 0,5x0,5x5 cm, a B
APYrOM — MATKOEIACTUYECKOT0 OBAJIBHOTrO oOpa3oBaHus pasMepamu 1x1x3 cm. B
o0oMX ciyyasXx NaToJOrMYeCKHX HW3MEeHEeHUi co cropoHsl JIOP-opranoB u
3y0OYEeNIIOCTHON cUCTeMbl He HaOmoganoch. M30exarh XUpypruueckux METOJUK
Bepu(ukanuu auartoza (Ouomncuu) ynaioch Onarojapsi HaJIMYMIO B aHaMHE3e
NOJOOHBIX MHOYKECTBEHHBIX HOBOOOpPA30BaHHWN Yy PpOJCTBEHHUKOB OOJBHBIX,
MHOTOJIETHEMY 0€3 JMHAMUKHA HAJIMYUIO HOBOOOPA30BaHU ¢ O0Jee MonepeyHoil uem
IPOJOJIBHOW CMEUIAeMOCTBIO, a TakXe OOHAapyKEHHIO MOAOOHBIX OOpa3oBaHM B
KOXe€ MPEeAIyIeYnid U miede y oqHOoro 00JIbHOrO U Ha TPyAHON KJIETKE Yy APYroro ¢
HEKOTOPOM MHWIMEHTAIMEd KOXM Haa HUMH. [loaTBEpAWTH [OMArHo3 yIajliocCh
Onaromapsi OOHapyXeHHIO 2-X OeJecoBaThIX IMATEH Ha paaykke (ramMaprom) IpH
HCCIIETOBAHNH ILIEJIEBOM JIAMIIOM.

Bepuduxanus nepudepuueckoit hopmbl HelipoduOpoMaroza MpOBOAUTCS C
IIPUMEHEHUEM YETKUX JMATHOCTUYECKUX KPUTEPHUEB, MPUHATHIX MeEXITyHapOIHBIM
KOMUTETOM 3KCHEPTOB MO Helpopubdpomarozy. Cpean HUX BaXKHOE MECTO 3aHUMAET
odTanbMOJIOTUYECKOE O0CIeIoBaHNe: Haau4re OoJiee ABYX OeecoBaThIX MSATEH Ha
panyxkke (1) mpu ucciaenoBaHuu IienaeBor jammon (y3enku Jluma). K kputepusm
NF1 y B3pocibiX (B MOCTIyOEpTaTHOM BO3PACTE) OTHOCST makoice. 2) Hamuaue 0oJiee
5 MUTMEHTHBIX IATEH IBETa «Ko(pe ¢ MoJIoKOoM» auameTrpoM Ooisee 15 mMm; 3) Gosee
2x moObIx HeillpoduOpom wnu ogHa T1UieKcudopmHas; 4) BECHyUI4aToCTh B
MOJIMBIIIEYHBIX MM TaXOBBIX CKJIaJKaX; D) MUCIUIa3Hs KpbLIa KIWHOBUIHON KOCTH
WIM BPOXJCHHOE HMCTOHYEHHE KOPTUKAJIBHOTO CJOS AJIUHHBIX KOCTEH; 6) rimoma

3puTensHOro HepBa; /) Hanmure NF1 y poacTBEHHUKOB MepBOi CTENEHU POJCTBA.
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Takum  oOpa3oMm, TpPUMEHEHHE  YETKHMX  KIMHUYECKHMX  KpPUTEPUEB
nepudepuueckoir Gopmbl HelpopuOpomaro3a (B TOM UHCIE TEHEATOTHYSCKHUI
aHaMHe3, OCMOTP KOXHBIX IOKPOBOB, O(TaIbMOJOTHYECKOE OO0CIeI0BaHHE,
PEHTTEHOJIOTUYECKOE  WCCIICOBAaHUE  KOCTEHW) MOXKET 3aMEHUTh  CIIOKHOE
TCHETHIECKOE TECTUPOBAHUE npu mud depeHnnansHoM JTMATHOCTHKE

HOBOOOpPa30BaHUI LIEH.
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Pe3lome. BuxopucTanHd KIIHIYHUMX KpUTEpIiB mnepudepudHoi  Gopmu
HeiipodiopomaToza (NF1l) Moke 3aMIHMTH CKJIaJHE T€HETHYHE TCCTYBaHHS IIPH
nudepeHIiifHii AiarHOCTUIII HOBOYTBOPEHb MW, cepel HUX: 1) HasBHICTH Oiibie
ABYX BY3JIHKiB Jlilla Ha pagyXIli; B MOCTIyOepTaTHOMY Billi: 2) HasBHICTh OLIBII 5
MNICMEHTHUX IJISIM KOJIBOPY «KaBa 3 MOJIOKOM» AiamMeTpoM Ounbmn 15 mm; 3) OumbId
2-x mobux HerpodiOpom abo oxgHa miuekcudopma; 4) BEeCHIHKYBATICTh B MAaXBOBHUX
a00 TaxoBUX CKJIaJKax; S5) AuCILIa3is Kpuia KIIHOBHUAHOI KICTKM ab0 BpOHKEHE
BUTOHUYEHHSI KOPTHUKAJIBHOTO IlIapa JOBTUX KICTOK; 6) TJlioMa 30pOBOTO HEpBa; 7)
HasBHICTh NF1 y poindiB Mepuioro CTyNeHo poacTBa; 8) CKIAAHOII 3 HAaBYAHHSIM.

KurouoBi cioBa: nepudepuunuit neripodiopomaros, NF1, myxnunau mui.

Pe3tome. IlpuMeHeHre KIMHUYECKUX KPUTEPHEB NepUPepruecKoi (GopMbl
uerpopuopomaroza (NF1) MoXeT 3aMEHUTH CI0KHOE T'€HETUYECKOE TECTHPOBAHHE
npu aud@epeHaibHON AUarHOCTUKE HOBOOOpa30BaHWW II€W, cpeaud Hux: 1)
Hanm4aue Ooliee AByX y3enkoB Jluina Ha pagyxke; B OCTIIyOepTaTHOM Bo3pacrte: 2)
Hajnuuue 0ojiee 5 MUTMEHTHBIX ISATEH I[BeTa «KO(e C MOJOKOM» TuaMeTpoMm OoJee
15mm; 3) Oomee 2-x mOOBIX HeWpohuOpoM WM onHA TUIeKcudopmHas; 4)
BECHYIIIYATOCTh B MOJMBIIICYHBIX WM MaXOBbIX CKJIAJKax; 5) AUCIUTa3usi Kpblia
KJIMHOBUIHOM KOCTH WJIM BPOXKICHHOE MCTOHYECHHE KOPTHUKAIBHOTO CJIOS JITMHHBIX
KocTel; 6) rmmoma 3puTenabHoro Hepsa; 7) Hamuuue NF1 y poACTBEHHUKOB mepBOi
CTETNIEHU POJICTBA; §) TPYIHOCTH C O0OyUCHUEM.

Kurouessble ciioBa: nepudepuueckuii Helipopudpomaros, NF1, omyxomnu meu.

Summary. While genetic testing more complicated the diagnosis of periferal
neurofibromatosis (NF1) can be estimated by any two of the clinical features: 1) two
Lisch nodules; 2) five café-au-lait spots; 3) two neurofibromas; 4) intertriginous
freckling or primarily plexiform neurofibromas; 5) distinctive bone lesions; 6) optic
glioma; 7) first degree family relative with NF1; 8) learning disabilities.

Key words: periferal neurofibromatosis, NF1.



