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AkTyapHOCTD

Heitpodubpomaros I tuna ssisierca (NF1) — myaprucucTeMHOe reHeTHIECKOE 3a00/I€BAHNE,
B OCHOBE KOTOPOT'O JIEZKAT aHOMAJINU SKTOJEPMATHLHOTO U ME30ePMAaJIbHOTO JINCTKOB. ACCorm-
UPYETCS C OIYXOJIEBBbIMH, KOXKHBIMU, HEBPOJIOTHICCKUMU U OPTOIECTUICCKUMM

MPOABJIEHUSIME, TaKzKe MOT'YT BCTPEYaThbCs SHJIOKPUHHBIE W COCY/IUCThIE HAPYIIICHUST;

HEKOTOPBIE U3 HUX IIPOTPECCUPYIOT U MOTYT CTaTh MPUUMHON JIETATLHOIO UCXOJIA.

Knunndeckoe Tevenune 3ab0/1eBaHus BapuadeIbHO: y 9aCTU MAIMEHTOB OTMEYalTCs JIETKUE
¢dopMbI, B TO BpeMsl KaK y JPYTUX BO3MOYKHBI CEPbE3HBIE OCIOKHEHUS, BJIMAIONINE Ha Kade-
CTBO KU3HHU W IPOJIOJIKUTETHHOCTD KU3HU. B CBA3M ¢ 9TMM CBOEBPEMEHHasl JIUarHOCTUKA 1
MYJIBTHIUCIUIITHAPHOE HAOJIOICHUE UTI'PAIOT KJIIOYEBYIO POJIb.

[ess mpoBecTn aHa N3 KJIMHAIECKOTO Caydas IIeKCH(MOPMHOl HeipoduOPOMBI ¥ TI0IPOCT-
Ka

Pesynabrarnt

[TarmenT 15 jetr. C 6 Jj1eT MOABUINCH TIEPBbIe TPU3HAKN 3a00/I€BaHUS B BUJI€ MHOXKECTBEH-
HBIX 0YAaroB I'HUIIEPIIMTIMEHTAIIUN Ha TYJIOBHIIE, JuamMeTpoM 1o 7 cMm. Habmromaics neauarpoM,
JIEpMATOJIONOM U HEBPOJIOI'OM C JIMArHo30M Helipodubpomaros. Exxeromno nposogunocs MPT
I'M ¢ mesbio HCKIIOUEHNsT 00 bEMHBIX 00pa30BaHMil, MOJIEKY/ISIPHO-IeHETHIECKOI0 aHAIN3a, JIJIs
[IO/ITBEPKICHNS JIUATHO3a U THIIA 3a00JIeBAHNS HE IIPOBOJIMIOCH.

BriepBbie 0cMOTpEH reHEeTHKOM U JIeTCKUM SHIOKPUHOJIOTOM MEINKO-TeHETHIeCKON KOHCYTh-
Tanuu B Bo3pacte 15 JieT. B ¢Ba3u ¢ KOXKHBIM 3y/10M 11poBeieno MPT MArkux TkaHeil 1mie1eBoro
110siCa, BBISABJIEHBI U3MEHEHUs, KOTOPbIe MOTYT COOTBETCTBOBATH IIEKCHMOPMHBIM Heitpodurd-
pomam. Ilpu nposemennu KT rpymaHOil KiIeTKH -IIPU3HAKK €IMHUIHBIX OYArOBOIOIOOHBIX 00-
pazoBanuii Jjierkoro, dosiesnn [lleitpmana-May. [Ipu yrounennnm JaHHbIX O HAC/IEICTBEHHOCTH
BBISICHEHO BIIEPBBIE, ITO y POJHOIO MJIAJIIIEro OpaTta | OTIA TaKKe OYaru TUIepIurMeHTaIlnN.

JlabopaTophble JaHHBIE: DIOKO3a HaTomak - 5,69vmvous\a, TTT 2,4 MmxME /M, cBobos-
ubiit T4 - 14,8 ur/ 1. 3amianuposato JoobcieioBanme pebeHka B (eiepaabHOM IIEHTPE C Tie-
JIBIO OTIPeJIeJICHNsT TAKTUKHU BEJICHUS, IIPOBEICHUST MOJIEKY/IAPHO-TEHETUIECKOTO UCCICIOBAHUS
U OlIpeJeJIeHU IMoKa3aHUi JIjId TapreTHON Tepaluu.

BriBomnt

1)Coobirenne o ceMeitHOM citydae HeifipodubpoMaTosa, MpeInoIoKUTebHO | Trla, u3 Kiiu-
HUYECKOH MPAKTUKU MOXKET ObITh BaKHO JIjIg OOYYEHHs MOJIOJIBIX Bpadeil pasjmIHbIX MeIu-
IIMHCKHUX CIEINaIbHOCTEI.
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2) Kimnudaeckoe Tedenue 3moro 3a60/1eBaHusl HEIPEJICKA3yeMO U TPeOyeT MyJIbTUUCIUILIH-
HApPHON KJIMHUYECKON OlLICHKU Ha HPOTAKCHUU BCEU >KUSHU.

3) O6uapyzkeHHble B Bo3pacTe 15 Jer miekcndopMHble HEHpOoGUOPOMBI MOI€PKUBAIOT
HEOOXOIMMOCTH PAHHETO KOMIIJIEKCHOTO OOCTIeOBaHUS U JAJbHENUIero akTHBHOIO JTMHAMITIe-
CKOI'0 HAOJIIO/IEHUs, MYJILTUIUCITUIIIMHAPHBIM TIOJIX0JI0M K TePaIlnu.

4) Baxuyto poJib B OKQ3aHUU TOMOIIH TTAIIMEHTAM C PEJIKUME 3a00IeBAaHUSIMU UI'PAET 1101~
JIep2KKa, CHEeNUaIu3upOBaHHbIX (OHJIOB, TaknX Kak «Kpyr mobdpar. B jmamHoM KImHMYecKOM
ciaydae o 06ecreunBaeT JOCTYI K HeOOXOAUMOMY JICICHUIO U JIMArHOCTUKE, YTO ITO3BOJISIET
YJIYUIATH KAY€CTBO XKU3HU TTAIMEHTa 1 CBOEBPEMEHHO KOPPEKTUPOBATH TEPAIIHIO. DTO MMOTIEP-
KHBaeT 3HAYNMOCTH T'OCY/IAPCTBEHHOM TOJIJIEPXKKYU U (DUHAHCUPOBAHUS JIJIs JIETEN C TIAKETBIMU
opdaHHBIMU YKU3HEYTPOKAIOIIUME 3200/IEBAHUSIMU.

Uctounuku u aureparypa

1) 1) Mycradun P. H. Kiuauueckue macku wueiipodubpomarosa 1-ro tuna. ApxuBb
BHyTpenHeil Mexunumubl. 2022; 2 (64): 93-103. / Mustafin R. N. Clinical masks of
neurofibromatosis type 1. Arkhiv vnutrenney meditsiny. 2022; 2 (64): 93-103. (In Russ.)

2) Mankosa A. A., Momuanosa E. ., @arraxosa A. P., Bapumosa A. JI., [TuemoBomosa FO.
H. Kimnnaeckue ciyuan Heitpodubpomarosa (miekcudopMmubie y3ibl). [lepmekuii me -
mHeKwi KypHas. 2023; 40 (3): 122-130. / Malkova A. A., Molchanova E. G., Fattakhova
A. R., Zaripova A. L., Pchelovodova Yu. N. Clinical cases of neurofibromatosis (plexiform
nodes). Permskiy meditsinskiy zhurnal. 2023; 40 (3): 122-130. (In Russ.)

3) Kymnes C.1., Macuan A.A., Bapanos A.A. u ap. - Kimanveckue pexomenanuu «Heitpo-
dubpomaros I tumas. 2023. — 146 C.



