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Heiipogubpomamos 1-eo muna (H®I1) npedcmasasiem coboii aymocomHo-00MUHaAHmMHOE HACACOCMBEHHOe 3a004e6aHUe C BbICOKOU
neHempaHmHOCMbI0, B03HUKAIOUee 8caedcmeue namozeHHbix eapuanmos (mymauuii) ¢ eene NF1. Mozauunwiit HD 1 npedcmaesnsiem coboii
omaoenvHyio popmy dannoeo 3abonesanus. Comamuueckuii mozauuusm npu H® I — pedkas cumyayus, 00yca061eHHASI NOCM3ULOMUYECKUMU
namoeennvimu éapuanmamu 6 eene NF1. B cmamoe npedcmaesnen kaunuveckui cayuail mozauunoeo H® 1y 13-remmueeo pebenka.
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Neurofibromatosis type 1 (NF1) is an autosomal dominant, highly penetrant disorder caused by pathogenic variants (mutations) in the NF1
gene. Mosaic NF1 is a distinct form of this disorder. Somatic mosaicism in NF1 is a rare condition caused by postzygotic pathogenic variants
in the NF1 gene. The article presents a clinical case of mosaic NF1 in a 13-year-old child.
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Undopmuposannoe cortacue. OT 3aKOHHBIX MTPEACTABUTENEH MAIIMEHTa MOJYYeHO MUChbMEHHOE T00POBOIbHOE MHGOPMUPOBAHHOE COT/IacKe Ha
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BBenenue

Heitpopuodpomaros 1-ro tuna (HP1) (OMIM#162200;
Kon 1o MexayHapoaHol Kiaccudukamuu Ooyie3Hel
U MpoOJieM, CBSI3aHHBIX CO 340poBbeM, 10-TO mepecmo-
Tpa — Q85.0) mpencramasier cobOii ayTOCOMHO-IOMMU-
HAHTHOE HAacJeICTBEHHOE 3a0oJieBaHUE C BBICOKOI
IEHETPAHTHOCTBIO, BO3HUKAIOIIIEE BCJAEACTBUE MATOICH-
HBIX BapuaHTOB (MyTaluii) B reHe NFI, KxoaupyoolieMm
0e10K Helpo(pUOPOMIUH, KOTOPBIN (DYHKIIMOHUPYET KakK
cynpeccop omyxoJjeBoro pocta [1]. CornacHo anuaeMu-
OJIOTMYECKMM JaHHBIM, 4yacTtota BcTpedaemoctd HD1
cocTaBisgeT npubausurenbHo 1 ciayvaii Ha 2000 HOBOpO-
XKIEHHBIX [2], a oO1ast pacpocTpaHeHHOCTh 3a00eBa-
HuUs oueHuBaeTcs Kak 1 Ha 4000 [3].

Moszanunbiii H®1 npencrabiser coboil OTIEIBHYIO
¢opMy naHHoro 3abojeBaHus. ComaTHYeCKUil MoO3a-
nimsM npu HP1 — penkas curyaius, oOycJIOBJICHHasK

IMOCT3UTOTUYECKMMHM ITaTOTeHHBIMM BapuaHTaMM B TeHE
NFI. B 3aBUCUMOCTH OT BpEMEHU BO3HUKHOBEHMUSI TeHE-
Thyeckoro aedekra BolaeasioT 2 dGopmbl HDI1: rene-
paJM30BaHHYI0 U JIOKAJU30BaHHYIO (CErMEeHTapHYIO)
[4]. ¥ maumneHTOB ¢ reHepaln30BaHHOI (opMOIi rumnep-
MUTMEHTUPOBAHHBIC MSITHA (1[BeTa «KO(he C MOJOKOM»,
café-au-lait) u HeilpodHOPOMBI He MMEIOT YETKOM cer-
MEHTapHOU JIOKaau3alMu, YTO 3aTpyaHsieT auddepeH-
LIMAJbHYIO TMAarHOCTUKY ¢ KiaccuyeckuM HD1, Bei3BaH-
HBIM TepMUHAIbHBIMU MATOT€HHBIMU BapuaHTamu [4, 5].
B oTiinume ot reHepaan3oBaHHONM (POPMBI JIOKAJTU30BaH-
HbIil (cermeHTapHblii) HP1 xapakTepusyercss OIHOCTO-
POHHMM IIOPaXXEHUEM OIIPEIEICHHOIO y4acTKa KOXKHU,
rlie MOTYT HaOII0AaThCs MSTHA LiBeTa «Kode ¢ MOJOKOM»
1/Wan HeiipohuopoMsl [6, 7].

ITpuBoaMM onucaHue KIMHUYECKOIO CIyJas Mo3anuyd-
Horo H®1 y 13-neTHero pedbeHkKa.
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Kimaugeckwmii coryqaii

Maavuuk, 13 nem, om nepeoil bepemeHHOCMU, POObL
Ha 36-i nedese. Mamv nauuenma noodnucara omkas om
DPOOUmMeNbCKUX Npas, OH 60CNUMbIBAeMCcs 6 doMe pebeHKa
¢ 2 mecayes. JlanHvle eeHeanoeuveck020 aHaMHe3a Omcym-
cmeyrom.

C poxcdenus y pebenka ommeuaemcs obseMHoOe 00pa30-
6aHue 6 obaacmu NPasoll YUHoU paKosunsl u wieu. Bnepevie
MaeHumHo-pe3onancHas momoepagus (MPT) eonoenoco
Mo03ea nposedena é go3pacme 6 1em: 04a208bIX U3MEHeHUIl He
8bI5161€H0. B MAKUX MKAHAX OKOAOYUWIHOIL, 4eA0CMHO-AuUle-
801 obnacmu cnpasa onpedeasemcs Haluvue namosou4e-
CKOIl MKaHU, He npoHUKarowel 6 noaocms yepena. Ilayuenm
Habaodaemces y OHK0A02aA ¢ KAUHUYecKum ouaenozom: HO 1.
Ilnexcughopmnas Heiipogpubpoma npasoii noA08UHbL AULA.

Ilpu ocmompe: 6 obaacmu nodbopodka, npasoii ujexu,
YUWHOU PAKOBUHbL ¢ Nepexo0om HA KOJICY CKAAbhA U uleu
ommeuaemcs: MaccusHoe obsemMHoe 00pasoganue, Komopoe
deghopmupyem npagyro eaasHyio uieas. B 3ayuinoil obaacmu
nasvnupyemcsi 6oiee NAOMHOE Y31080€, OMEPAHUHEHHOE,
MseKoe, anacmuuHoe, bezboneznenHoe oopazosanue (puc. 1).

a 7

Puc. 1. Buewnuii 6ud nayuenma: a — cnepedu,; 6 — c60Ky

Fig. 1. Patient’s appearance: a — from the side; 6 — from the front

B o6aacmu aeeoti 60k060il nosepxHocmu epyOHOIl Kaem-
KU OMMe4aomesi MHOJCeCMEeHHble NAMHA Usema <«Koge
¢ MOMOKOM», CePYNNUPOBAHHbIE 8 0BAAbHBIIL 04ae, HA NOSC-
Huye — eQUHUUHOe NIMHO KOPUUHEeB020 Ygemda.

a 0
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Bnepevie nocmynun 6 eospacme 12 nem 6 neduampu-
yeckoe omoenenue 8pONCOeHHbIX U HACAeOCMBeHHbIX 3a00-
neeanuii Uncmumyma um. akad. FO.E. Beavmuuwesa, ede
o610 npogedero obcaedosanue, gvinoanena MPT eonoeHoeo
M032a, MASKUX MKAHel AUYa U uleu: 04ae08biX U3MeHeHUll
8 0OALUIUX NOAYULAPUAX, CMBOAE U MO3JICEUKE He GblBAEHO.
B msaexux mkausx eon06vl u wieu cnpasa onpeoessiomcs
noeepxHoCmHas naeKcugopmuas Helupogubpoma 6 eude
YMOAUWeHUS MSAKUX MKAHeH 80A0CUCMOU 4aCmU 20106bl,
auya do 10mm, Haruuue M2KOMKAHHO20 00PA308AHUS 8 OKO-
AOYUIHOLL 00AaCMU U HA wee NPUOAUZUTNENbHBIMU PA3MePAMU
55 x 100 x 90 mm (nonepeunvlil, epmuKatbHbLiL, casum-
manwhblil pasmepst) (puc. 2). Ha smom gore ywnas paxo-
8uHa yeeauvena, deghopmuposana. Ommeuaemcs UHOUNL-
MpamueHslii pocm 00pa308aHUs 8 HNOOBUCOYHYIH) SMKY,
KPblA0BUOHO-HEOHYI) MKY, O0KO0102A10MO4HOe NPOCMPAaH-
CMB0 ¢ yMepeHHOl deghopmayueti npagvlx omoensos enomKu.
M P-cuenan 06pazoeanuis ymepeHHO HepaeHOMEPHO HOBbLULEH
Ha STIR, nocae konmpacmuposanusi omme4aemcsi NOGvlule-
Hue MP-cuenana na TI1-636ewennom uzobpaxcenuu (BH).
B moauwe 06pazosanus 6bi6A510MCs pacuiupeHHble U3gumole
cocyobl.  3akawueHue: MNOGEPXHOCMHAS  NAEKCUDOPMHAS
HelpoubpomMa 6 MACKUX MKAHSIX 20108bl U wleu Cnpasa.
Koceennvie npusnaxu ducnaasuu 604vui020 Kpblia KAUHO-
BUOHOIL Kocmu.

MPT ¢ pexcume whole body: namonoeuueckux o6pa3zo-
BAHUIl 8 MACKUX MKAHAX He 8bis6aeHo. 110360HOUHUK, cCNUH-
HOUl MO3e He usmeHeHvl. Ommeuaemes aGHOMAAUs CMPOeHUs
nouex — no0k08oobpasHas nouka. B mouionke onpedensem-
¢s1 eOUHCMBEHHOE Ne60e TUUKO.

Yavmpaszeykoeoe  uccredosanue  MseKux — mkauei
AUYA: CNpasa 8 NOOKOJICHO-JICUPOBOU Kaemuamke Omme-
yaemess  00pazosamue  NPUOAUSUMEAbHBIMU  PA3MEDAMU
15,0 x 10,0 x 3,5 cm ¢ HeposHbiMU, HEHeMKUMU KOHMYpPA-
MU, NpedcmasneHHoe MHONCECMBEHHbIMU 2UNOIXOLEHHbIMU
cmpykmypamu 0o 2,0 cm, 08anbHOU U 0KpYenoil gopm, 6e3
KPOBOMOKA Npu 16emogom 00ONNAEPOBCKOM KAPMUpPO8aAHULL.

B obaacmu noodbopodka Habarwdaemcs aHaroeu4Hoe
obpazosanue, npedcmasneHnoe 3 eUNOIXOLEHHbIMU CIMPYK-
mypamu  08aAbHOU  POPMbL, CYMMAPHLIMU — PA3Mepamu
1,6 X 0,4 cm. B obaacmu ywiHoll pakoguubl — 00pasoeanue
4,3 x 2,4 x 3,3 cm c HeuemKuMU, HePOBHLIMU KOHMYPAMU,

6

Puc. 2. MPT msekux mxareii 201066l ¢ 6HympueeHHsiM KoHmpacmusim ycunenuem: a — STIR-BH, koponapras npoexyus; 6 — T1-BH, koponapuas npo-

ekyusi; 6 — T2-BH, akcuanvhas npoekyus

Fig. 2. MRI of soft tissues of the head with intravenous contrast: a — STIR W1, coronal projection; 6 — T1 W1, coronal projection; ¢ — T2 W1, axial projection
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CMEUaHHOIl IXOCMPYKMYpbl, 00Mypupyrouee cayxosoil npo-
X00, naoxo oughgpepenyupyemoe om OKpylcarouux mKauei,
¢ KPOBOMOKOM NpU UBeMOBOM OONNAEPOBCKOM KAPMUPOBAHULL.

[Tlayuenm npokoHcyabMUPOBaH Y3KUMU CREUUAAUCTNAMU.

Ogmanvmonoe: OD — muonus 6vicoKoil cmenenu, nmo3
sepxHeeo eexa I cmenenu, pacxodsueecs kocoenrasue, OS —
MUONUSL CDeOHell CmeneHu.

Jlepmamonoe: Heilpogubpombl, nsmua Kogheiinoeo usema
8 obnacmu 00K080I NOGePXHOCMU 2pPYOHOU KAemKU, 803-
MOICHO, NAMHUCIbLI HEBYC UAU BECHYUIKU.

Cypdoaoe: npagocmoporHsist KOHOYKMUBHAS MY20YX0CMb
11l cmenenu.

Pebenky  evinoameno  eememuueckoe — uccae0oeaHue
6 Meduko-eenemuueckom HAy4HOM Uyenmpe uM. akao.
H.II. bouxkosa. Memodom NGS-cexeenuposanus JHK,
8bl0eAeHHOI U3 KPOBU NAYUEHMA, NPOU36e0eH NOUCK namo-
eenHblx eapuaumos 6 eeHax NFI, NF2 — uszmenenuil e
soiseneHo. Ilposeden nouck Oeneyuil/Oynaukauuil 6 >mux
Jce eenax memodom MLPA — namonoeuu He 0OHapyceHo.

Jlns ymounenus duaeno3a 6via0 npUHAMO peuleHue 0 npo-
6edenuu buoncuu 06pazoeanus, Komopas 6uiaa 6blNOAHEHA
6 6o3pacme 12 nem ¢ HUH demckoii onkonroeuu u eemamo-
aoeuu um. akad. PAMH JI.A. lypnosa HMHUII onkonoeuu
um. H.H. Baoxuna.

Mamepuan onyxoau HanpaeneH Ha eucmMosoUHecKoe
uccaedoganue u 6 Meduko-eeHemu4ecKuii Hay4Hbli YeHmMp
um. akad. H.Il. boukosa 0as npoeedenus noucka mymauyuii
6 eenax NFI, NF2, LZTRI, SMARCBI, SPREDI memo-
dom NGS-cexsenuposanus JIHK, evidenennoii uz mxauu
onyxoau. Inyouna nokpeimus cocmaeénsna 6osee 700%.
Bvisenen comamuueckuii éapuanm REF = 0,12; NFI:
NM _000267.3:¢.3721C>T;p.R1241*. Jlanuwiii eapuanm
HeoOHOKpamHo onucan 6 aumepamype [8], 6 bazax danHbix
Kaaccugpuyuposarn kak namoeennviii (HGMD, ClinVar)
[9] u accouuuposan ¢ cundopomom HDI1 (OMIM#162200).
Taxoice Obi1 GbiGACH YHACMOK NOMEPU 2emepPO3UOMHOCIU
Ha npomsidcenuu eena NFI1, umo ceudemenvcmeyem o 08yx-
yoapHoii modeau Helupogubpomol. OueHKa KAUHUYECKOU
3HauUMOCIU  (NAMO2EHHOCMU) — BbIAGACHHbIX BAPUAHMO8
npo8oouUAAcs HA OCHOBAHUU POCCUTICKUX PEeKOMeHOauuil 015
uHmepnpemayuy OAHHbIX, ROAYYEHHbIX MEMOOAMU MACCO80-
20 napannenvroezo cexkeenupoganus [10].

Ilo Oannbim eucmonoeuueckoeo uccaedoganusi onpeode-
ASIEMCsL MHO20Y31080€ HO8000PA308AHUE KONCU C HU3KOUL
KAeMOUHOCMbI), MUKCOUOHOU U KOAAA2eHO3HOU CMPOMOIL
¢ Juggy3nsim pocmom 6 depme. Onpedensemcs pocm ony-
X0AU 80KpYe HePB08 U AUMP0Y3108, MAKICe HAOA0OAMCs
YHACMKU ¢ NACKCUGOPMHBIM, UHMPAHEEPAALHBIM POCTHOM.
Ilpu  umMMyHOCUCTIOXUMUHECKOM  UCCACO0BAHUU  BblsI6Ae-
Ha noaoxcumenvHas skcnpeccus S100 (gokaavno), CD34
(Ougpghysrno). MoppoummyHogpenomun c yuemom Maxpo-
CKORUYeCKOll KapmuMvl COOMEEeMCcmeyem HAeKCUGOPMHOIL
Helipoghubpome.

Taxum obpazom, yuumoleas Haiu¥ue MHONCECHEEHHBIX
nsamen ygema <«koge ¢ MOAOKOM» HA mMynosuuje, nogepx-
HOCMHOU NACKCUDOPMHOU Helipohudpombl 6 MACKUX MKAHAX
20/106bL U UleU Chnpagd, KOCEEHHbIX NPU3HAKO8 OUCHAG3UU
001bUL020 KPbLAA KAUHOBUOHOU KOCMU, NAMO2EHHbIX 8apU-
anmoe eena NF1 ¢ mxanu onyxoau, H® 1 noomeepoicoen.
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Manvuuky 6viia Ha3HAUEHA namoeeHemu4eckas mepa-
nus npenapamom ceaymemunu6 (Kocenyeo) — cesekmus-
Hbll UHSUOUMOP MUMOEH-AKMUBUPYeMOU NPOMEUHKUHA3bL
1-20 u 2-e0 munoe (MEK1/2) — noo nabarodenuem Heapoao-
2a, OHK002a N0 MeCMy JCUMenbcmed.

Oo0cyxneHne

Huarnoctuka H®1 ocHOBbIBaeTcs Ha BBISIBJIEHUU
crielM(UUECKUX KIMHUYECKUX TIPU3HAKOB /WU UICH-
TUGUKAIIUY TTaTOTeHHBIX BapuaHTOB B reHe NF1 mocpen-
CTBOM MOJIEKYJISIPHO-TEHETUYECKOro aHaiu3a. OmHako
y HMalueHTOB ¢ Mo3auuyHbiM H®1 mocraHoBKa JMarHosa
Ha OCHOBE KJIMHMYECKUX JaHHBIX U TEHETUYECKOTO TECTH -
pOBaHUS TPEACTABISICT 3HAYUTE/IbHbIE TPyOIHOCTU. s
yaydIeHus: nuarHoctuku mosanyHoro HM1 E. Legius
et al. IpeIOXWIN CIIeUaIN3MPOBaHHbIE JUATHOCTUYEC-
kue kputepuu [11] (Tabmuua).

Heo6xon1mo nog4epKHyTh, YTO [P BbISIBJICHUM I1ATO-
TeHHBIX BapuaHTOB NF1y Uil ¢ MO3aUYHBIM/CEerMeHTap-
HbIM IIPOsIBIEHUEM 3a00J1eBaHUsI CIeAYeT yAeIITh 0co00e
BHUMaHHUE YYBCTBUTEJIbHOCTU ITPUMEHSIEMBIX METOIOB
JMETEKIINU TeHeTUIECKUX BapuaHTOB. Takke BaskeH BEIOOD
TUIIA KJIETOK JUIsS aHalIu3a, OCOOEHHO €C/IM MaTOreHHbII
BapuUaHT He OOHApyXMBaeTCs1 B oOpa3iax KpoBu. B Takmx
Cllyyasix peKOMEHIYeTCsl UCCJIeIOBATh MOPaXKeHHbIE TKa-
HU, HallpuMep MEJTaHOLMTHI (a2 HE KepaTMHOLMTHI WIN
(bubpobaacThl), U3 TMATEH 11BeTa «Kode ¢ MOJOKoM» [11]
WM IIBAHHOBCKME KJIETKHU, ITOJIyYE€HHbIC U3 KOXHBIX
VI THIeKCUGOPMHBIX Helipoduopom [12]. JlaHHbBI 1O -
X0 ObLT peaan3oBaH B IPEACTaBICHHOM KIMHUYECKOM
ciyuae.

B 2019 . K.O. KapaHnaiiieBa 1 COaBT., UCCIIEIYsI TPYTI-
ny u3 275 mauueHTOB ¢ KJIMHWUYECKU YCTAaHOBJICHHBIM
nuarHo3oM H®1 mpu oTCyTCTBUU IFepMUHAIBHBIX MyTa-
LM, BBISBUJIN HAJTMYME TTOCT3UTOTUYECKOM (MO3aMYHOI)
dopmbr H®1 y 12 (4,4 %) malMeHTOB METOIOM MYJlb-
TUITJIEKCHOM TMoJIMMepa3Hoii LienHoi peakuun Ha JHK
JIUMGOLUTOB nepudeprudeckoil KpoBu. JlaHHas rpyrmna
MalyveHTOB OTINYaNach paHHe MaHUdecTalei 3adoJe-
BaHMs 1 Ki1accuyeckuM deHoruiom HD 1, Bkirrouaronmm
MSITHA LIBETa «Kode ¢ MoIoOKOM» 1 Helipopudpomsr [13].

B 2021 r. C. Ejerskov et al. mpoaeMOHCTpUPOBAIM, YTO
nauneHTsl ¢ Mo3anuyHeiM HD1 B 29 % ciayyaeB numenu
ieKcuopMHbIe  HeHpopUOpOMBI,  pacroiararoim-
ecsa B obsactu ronoBbl u 1en [14]. M. Ruggieri et al.
B 2001 r. TakxXe IOKa3aJid, YTO TUIEKCU(MOPMHbIE Heil-
poduOpOMBI Y TMalueHTOB ¢ Mo3anyHbiM H®P1 TONIBKO
¢ TUIEKCUPOPMHBIMU HelpodUuOpOMaMHM dYallle BCETo
pacnojarajiuch Ha rojose u imree (88 %) [4]. 1. Lara-
Corrales et al. B 2017 . Takxke TPOAEMOHCTPUPOBAIIH,
yto y 73 % Bcex IuieKCUGhOPMHBIX Heiipodudbpom
y MalueHTOB ¢ Mo3anyHbiM H®P1 ObLIM pacmoioXeHbl
Ha rosiose U 1iee [15]. B npeacraBneHHOM HaMU KJIMHU-
YeCKOM cllydae ruieKcudopmHast Helipopudpoma TakxKe
pacrioyiaraeTcss B 00J1acTU TojioBbl M 1iied. BeposiTHee
BCero, IpuMHKMMAasi BO BHMMaHUE BhIIIeyKa3aHHbIC JdaH-
HbIe, TIeKcu@opMHas Helipoduodpoma B 00J1aCTU FOJIOBBI
U LIEU SIBJISIETCSI OMHUM M3 OCHOBHBIX IPOSIBIIEHUI MO3a-
nyHoro HO1.
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Kpumepuu duaenocmuku mozauunoco HP1[11]
Diagnostic criteria for mosaic NF1 [11]

JuaraocTuyeckue Kpurepun Mo3amytoro HM 1 BbINOIHAIOTCS NPH HAJIMYHE JIO00T0 M3 HIDKENEPEeYHCIEHHbIX IPH3HAKOB
Diagnostic criteria for mosaic NFI are met by the presence of any of the following features
[TaToreHHbIi1 TeTepo3UTOTHBIN BapuaHT NF ¢ ppakiyeil anbTepHaTUBHOTO aJulelisl 3HAYMTeIbHO MeHbIIe 50 % B HOPMaJIBHBIX TKaHSIX
(IeKOLIUTHI)
u
HaJIM4Ke OJHOTO MHOTO quarHoctuyeckoro Kpurepust HD1 (3a uckioueHreM ciiyyaeB, KOTIa POIUTEIb MOJHOCTHIO COOTBETCTBYET
MATHOCTUYECKUM Kputepusim HD1)
Pathogenic heterozygous variant of NF1 with an alternative allele fraction significantly less than 50% in normal tissues (leukocytes)
and
the presence of one other diagnostic criterion for NFI (except in cases where the parent fully meets the diagnostic criteria for NF1)

MaeHTUYHBIE MaTOTeHHbIE TeTePO3UTOTHBIE BapuaHThl NF1 B 2 aHATOMUYECKU HE3aBUCUMbIX TKAHSIX
(TIpM OTCYTCTBMM NTATOTEHHOTO BapuaHTa NF ] B HermopaKeHHbIX TKaHsIX)'
Identical pathogenic heterozygous variants of NFI in 2 anatomically independent tissues
(in the absence of a pathogenic variant of NF1 in unaffected tissues)’

YeTKoe cerMeHTapHOE PACIOIOKEeHIE TUTMEHTHBIX TISATEH 1IBETa «KOo(e ¢ MOJIOKOM» MJTH KOKHBIX Heiporuopom
u
a) HaJTMuue JIPYroro quarHoctrudeckoro Kputepus HP1 (3a uckimovyeHreM ciiydaeB, KOTIa POTUTENb TIOJTHOCTHIO COOTBETCTBYET
MUATHOCTUYECKUM KputepusiMm HD1)?;
I11 0) y peGeHKa BBITIOHSIIOTCS IMarHOCTUIeckue Kputepuu HO 1
Distinct segmental distribution of café-au-lait pigmented spots or cutaneous neurofibromas
and
a) the presence of another diagnostic criterion for NF1 (except in cases where the parent fully meets the diagnostic criteria for NF1)?*;
b) the child meets the diagnostic criteria for NF1

Hanuuue To1bKo 0JHOTO U3 CAEAYIOUIMX TUarHOCTUYECKUX KPUTEPUEB: BECHYLIKM B MOIMBIIIEYHBIX U TAXOBBIX O0JIACTSIX, TITMOMA
3PUTEJBbHBIX HEPBOB, > 2 y3eJaKOB JInila nin > 2 aHOMaJlMii COCYUCTOM 0000UKY IJ1a3a,
XapakTepHble u3MeHeHus1 Kocteit st HD 1, > 2 Heitpodbudbpom wim 1 turekcudopmHast Helipoduopoma
u
v peGeHoK oTBevaeT KputepusiMm HO1
Presence of only one of the following diagnostic criteria: axillary and inguinal freckling, optic nerve glioma, > 2 Lisch nodules or > 2 choroidal
abnormalities, bone changes characteristic of NF1, > 2 neurofibromas or 1 plexiform neurofibroma
and
the child meets the criteria for NF1

|
TIpumevanue. ' — ueiipogpubpoma u eunep ip 5 KoJca y 51 MOAbKO 045 00HOU MKAHU; NOPAdCeHUe PA3AUMHbIX MKaHell U3 00H020 NePeUYHO20 04aza
cyumarom OMHOCAULUMCA K OdHOMy,' 2— ecau npucymcmeyrom moabKo namua yeema «KOd)e C MOJAOKOM» U 8€CHYUWKU, Haubonee BEPOSAMHbIM 0UaeHO30M 645€mMcsi MO3AUYHDBIL
H®D1, no pedko moxcem 0bimb mozauunwiii cunopom Jleeuyca uau cuHopom deduyuma penapayuu omuboHo cnapenHvix Hykaeomudoe (constitutional mismatch repair deficiency
syndrome, CMMRD).

Note. ' — neurofibroma and hyperpigmented skin are considered only for one tissue; lesions in different tissues from the same primary lesion are considered as belonging to one
tissue; ? — if only café-au-lait spots and freckles are present, the most likely diagnosis is mosaic NF1, but rarely mosaic Legius syndrome or constitutional mismatch repair deficiency
syndrome (CMMRD) may be present.

11

3akiouenue MU U TPUHSITUS TEPAreBTUUECKUX PELICHUM, MO3BOJISIS
Moszanunsiit H®1 npeacrapisieT coboit 3a001eBaHue,  yIyULIMTh KAUECTBO XXKU3HU MALUEHTOB U MPEIOTBPATUTh
JUATHOCTHKA KOTOPOIrO COMpPSIKEHA CO 3HAYMTEIbHBIMU  WHBAIUIM3ALIMIO, a TAKXKE JJIST BO3MOXHOCTH MPEI0CTaB-
TpyaHocTssMu. CBOeBpeMEHHbIE BhISIBJIEHUE U BepUpUKa-  JICHUS MEIUKO-TEHETUUECKOTO KOHCYJIBTUPOBAHUS 00JIb-
uust Mo3anuyHoro H®1 umeroT pelraoniee 3Ha4YeHUE TSI HBIM K YJIEHAM UX CEMEIA.
OpraHu3alyK JaJbHENIIEro HabMIOAeHUS 3a MalueHTa-
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