ins/del moaumopdusmy rema GSTM1 y pereit u
IaHHbBIE, IOJYUYeHHbIe B IPYTUX MCCIAEIOBAHUIX IIO
nonumoppuamy GSTM1 y marepeir gereir ¢ All,
MOKHO IIPEAII0JNIOKUTD, YTO (GOPMUPOBaHUE JAHHO-
ro HMOpPOKa PasBUTHUA IMIPEICTABJISIEeT cO00il MHOTO-
(axkTOpHBINA IIpoIecC, ABIAIOIIUNACT Pe3yJIbTaToOM
KyMyJasaTuBHOTO 3dderTa ocobeHHOCTell TeHOTHU-
ma MaTepu U reTePO3UTOTHOTO I'eHOTHUIIA ILJI0LA II0
reny GSTM 1, npuBeaInii K CHUMKEHHUIO NN OTCYT-
CTBUIO KATAJIUTUYECKON aKTHUBHOCTU (hepMeHTa B

TKaHAX SMOPHMOHA, OMBIBaeMBbIX AMHUOTUYECKON
JKUIKOCTBIO, B YACTHOCTH IIUII[EBOA.

s Gosiee MOJHOTO IIOHMMAHUSA MeXaHN3MOB
B3aumoeiicTBuA moaumMmopdusmos rexa GSTM 1
MaTepu U IJI0JA, a TaKsyKe BIAUSHUS CPeNOBBIX (haK-
TOPOB, CIIOCOOHBIX HAPYIaTh MeXaHU3MBI Audde-
PeHIUAINY IePBUYHON KUIIKKU, HEOOXOAMMO IIPO-
BeleHUe NaJbHENINNX KJIUHUKO-TeHeTUUYEeCKUX U
SIUAEMUOJOTUUECKUX UCCIeIOBAHMIIMA.

Kon¢nunm uHmepecoes: omcymcmeyent.
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Cungpom ruajauHOBOro (pmépomarosa OO0BEIUHSET IBA PEIKNUX ayTOCOMHO-PEIeCCUBHBIX 3a0oJie-
BaHMSA, KOTOPbIe paHee ObLIM U3BECTHHI KAK MH()AHTUIHHBIN CUCTEMHBIH I'HaJIMHO3 M FOBEHUJIbHBII
THaJIUHOBEIN (huopomaTos. O6a 3TH 3a60IeBaHNA ACCOLMUPOBAHEI ¢ TeHOM anthrax toxin receptor 2
(ANTXR2), kOoTOpBIii pACIOJIOKEH Ha JJINHHOM ILTede XPoMocoMsI 4 (4¢21.21). O6mumu npusHaka-
MU 9THX 3a00JIeBAHUI SBJIAIOTCA 0OJIe3HEHHbIE CcrubaTebHbIe KOHTPAKTYPHI CYCTABOB, IIOPasKeHue
KOKHU (YTO/INEHNE KOKU C YYACTKAMHU IMIEPIUTMEHTAUMH HAX KOCTHBIMH BBICTYIIAMU, Y3€JIKU M/
MJIM TAIyJbl PA3MEPOM C JKeMUYYKUHY), runeprpodus JeceH, MOAKOMKHbIE Y3Jbl HAa roJIoBe, 1Iee u
KOHEYHOCTSIX, MOPasKeHne Kocrei (0CTeoneHus), MOBhIINIeHHAA BOCIPUUMYUBOCTD K HH(PEKIIUMOHHBIM
3a0osieBaHuAM. B craTbe ommcaH ciaydail CMHApPOMAa ruajuHOBOro (uépoMarosa y AeBOYKH 2 JieT
5 mecsaues. [[luaruos GbLJI yCTAHOBJIEH HA OCHOBAHMY THIIMYHON KJIMHUYECKON KAPTHHBI U IMOATBEPIkK-
JIeH Pe3yJIbTaTaMM MOJIEKYJAPHO-TeHeTHYECKOro TectupoBanusi. CHHAPOM ruajnmHOBOro (pubpoma-
TO3a ABJSETCH PEIKUM HACJEICTBEHHBIM 3200/ IeBaAHHEM, KOTOPOE JOCTATOYHO OBICTPO MPUBOIUT K
MHBAJUAN3AUMU ManueHToB. I{e/ b0 qaHHON My0IMKAIMY CIIY;KUT IPUBJIEYEeHHEe BHUMAHUA K JaH-
HOM MATOJIOTUU M MOJKET OBITH IOJIE3HOM IJIA Bpadyeil pa3jJNYHbIX CIEIHAJIbHOCTEH.

Kntouesvle cnosa: cunOpom 2uaaiuH08020 PUOPOMAMO3aA, UHPAHMUALHBLI CUCMEeMHbLIL 2UANLUHO3, H06e-
HUAbHBLIL 2UAAUHOBYLIL ubpomamos, zen anthrax toxin receptor 2.

Hum.: C.U. Tpogumosa, O.E. Aepanosuu, B.M. Kenuc, A.Il. Hukumuna. CuHOpOM 2UuaLuH06020 Qubpo-
mamosa. Ileduampus. 2018; 97 (2): 103-108.

S.I. Trofimova, O.E. Agranovich, V.M. Kenis, A.P. Nikitina

HYALINE FIBROMATOSIS SYNDROME

The Turner Scientific and Research Institute for Children's Orthopedics, St. Petersburg, Russia

Hyaline fibromatosis syndrome combines two rare autosomal recessive diseases that were previously
known as infantile systemic hyalinosis and juvenile hyaline fibromatosis. Both these diseases are
associated with the gene anthrax toxin receptor 2 (ANTXR2), which is located on the long arm of
chromosome 4 (49q21.21). Common signs of these diseases are painful joints flexion contractures,
skin lesions (skin thickening with hyperpigmentation areas over bony protuberances, nodules
and/or pearl size papules), gingival hypertrophy, subcutaneous nodules on the head, neck and
extremities, bone lesions (osteopenia), increased susceptibility to infectious diseases. The article
describes the case of hyaline fibromatosis syndrome in a girl 2 years 5 months old. The diagnosis
was based on a typical clinical picture and confirmed by molecular-genetic testing results. Hyaline
fibromatosis syndrome is a rare hereditary disease that quickly leads to patients’ disability. This
article aims to draw attention to this pathology and can be useful for doctors of various specialties.
Keywords: hyaline fibromatosis syndrome, infantile systemic hyalinosis, juvenile hyaline fibromatosis,
anthrax toxin receptor 2 gene.

Quote: S.I. Trofimova, O.E. Agranovich, V.M. Kenis, A.P. Nikitina. Hyaline fibromatosis syndrome.
Pediatria. 2018; 97 (2): 103-108.

Cungpom ruanuuoBoro gpubpomartosa (Hyaline
fibromatosis syndrome, HFS, OMIM#228600)
00BeIUHSIET ABa PEIKUX ayTOCOMHO-PEIeCCUBHBIX
3a00JIeBaHUsA, KOTOPhIE paHee OBLIN M3BECTHBHI KaK
VMH(MAHTUIBHLIN CUCTEMHBIN M'MAaJNHO3 U IOBEeHUJIb-
HBIM I'MaJIHOBLIA (GrOpPOMAaTo3. ITOT TEPMUH BIIEp-
Bble ucnoabzoBas B 2009 r. A. Nofal u coasr. gia
omucaHus 3a00JIeBAHUN CXOMKUX M0 KJIUHUIECKOHR
KapThHe, THCTOJOTUYECKUM MTAHHBIM U MYTAIUU
B ogHoM u ToM :Ke reHe (ANTXRZ2) [1]. O6mumu
IpU3HAKAMM 3TUX 3a00JieBaHUI ABJIAIOTCA 00JI€3-
HeHHbIe crubaTejbHble KOHTPAKTYPhI CYCTaBOB,
nopaskenme KoxKu (yTOJIeHre KOMKU C YIaCTKaMu
TUIEPIUTMEHTAIINY HaJ KOCTHBIMM BBICTYIIAMH,
Y3€eJKU U/WJN TalyJabl Pa3MepoOM C JKEeMUYKUHY),
runepTpodus AeceH, MOAKOKHBIE Y3JIbl HA T'OJIOBE,
1iee ¥ KOHEYHOCTSAX, OPakeHne Kocreit (ocreore-
HUs), IOBBIIIEHHAS BOCIPUNMYNBOCTD K NH(PEKI[H-
OHHBIM 3a0oseBaHUAM [2—5].

Cuagpom ruaaumuoBoro ¢ubépomMarosa acco-
IIUUPOBAaH ¢ TeHOM anthrax toxin receptor 2
(ANTXR2), KOTOpBHIH TaKiKe U3BECTEH Kak
capillary morphogenesis gene 2 (CMG2) u pacmo-
JIOJKEH Ha AJWHHOM Ijieue XpoMocoMsI 4 (4q21.21).
ITOT TeH KOAUPYeT TpaHCMeMOpaHHBIA OeJioK,
KOTOPBIM OTBeYaeT 3a CBA3BIBaAHWE JaMUHUHA U
koJsmaresa IV tuma uepes momen A daxropa (o
Bunneopauma (VWA) u, Kak cJjeacTBue, uUTpaeT
pOJIb B TOCTPOEHUU 6a3aJbHON MeMOPaHBI U MOP-
(orenesze sHAOTENMANBHBIX KJETOK. OH TakKiKe
(DYHKIIMOHUDPYET KaK PEeIenTop TOKCUHA CUOUPCKOM
s13BHI [2, 6, 7]. ledekT B reie ANTXR2 IpuBOIUT
K TOBBIIIEHUIO TKAHEBO-COCYAUCTON MPOHUIAEMO-
CTH, B Pe3yJIbTaTe Yero MPOUCXO/SAT IPOIUTHIBAHLIE
TKaHel MepuBacKyJIAPHOTO MPOCTPAHCTBA GeTKaMu
MJIa3MbI U afCOPOIMA UX HAa U3MEHEHHBIX BOJIOKHU-
CTBIX CTPYKTYPAaX C MOCIeAYIOel IperuInTanei
u obpaszoBanueM ruaauua [8—10].



Hawn6osee mporHOCTUYECKU HEOJIATONIPUATHBIM
BApUAHTOM CHHAPOMa I'MAJHWHOBOTO (QubOpomarosa
ABJIAETCS WHOAHTUJIBHBIA CUCTEMHBIA TI'MAJIUHO3
(Infantile systemic hyalinosis, ISH). 3aboseBanue
MIPOSIBJIAETCS B II€PBbIE HeJeJ U NI MECSIIbI JKU3HN
pebeHKaA U MMeeT TsaKeJsoe TeueHue. leTu HaumHA-
0T OTCTaBaTh B GU3UUECKOM Pa3BUTHUU, HOABJISIIOT-
ca qudpysHoe yToJIleHre KOKU, TUIlepIurMeHTa-
YA KOMKU HaJ KOCTHBIMU BBICTYIIAMU, BOBJIEKAIOT-
cs1 BHYTPEHHNE OPraHbl, PasBUBAIOTCS PEIlUUBU-
pytonre nHQEKIUU, Juapes, OOJBIITUHCTBO AeTel
norubaer B TeUeHUe IepBbIX 2 et ku3Hu [11-14].
IOBeHunbHBIN ruanuHOBBIN QubpomaTos (Juvenile
hyaline fibromatosis, JHF) mpezacrasaser coboit
MeHee Ts:Keaym Gopmy sabosieBaHus. Brepsbie
aTy 6ose3ub onucaa McMurray B 1873 r., HasBaB
ee «(ubposupyminum mMojrockoMm» [3]. detu npu
POXKIEHNM, KaK IIPaBUJIO, BBITJIAAAT 3J0POBBIMH,
repBble NPU3HAKY 0O0JIE3HU HAUMHAIOT MOSABJIATHCSA
mo3:kxe (c 3 MmecsIleB n0 4 JieT), ¢ BO3PACTOM OHU
YCUJIUBAIOTCA, OMHAKO OOJBIIMHCTBO IAI[MEHTOB
mosxkuBaet no 40 ser [15-18].

IOBeHUNBHBIN THMaJWHOBBHIM (ubpomaros u
WHQAHTUIBHLIM CHUCTEMHBI THAJWMHO3 35TO [IBa
BapuaHTa OAHOTO W TOrO ’Ke 3abojeBaHUA, pas-
BUTHE KOTOPBLIX CBSI3aHO C OJHUM U TE€M K€ MeHOM
(ANTXR?2), a mUPOKYO (PEeHOTUNUUYECKYIO U3MEH-
YUBOCTh MOJKHO OOBSCHUTH PA3JUUYHBIMU MYyTa-
nuAMU TeHa. Bojee Markume (OPMBI aCCOIUUPO-
BAHBI C MyTAIllMIMU BHYTPU PAMKHU CUNTHIBAHUS U
MUCCEHC-MYTalluAMM, TOTAA KaK 0oJiee TsKeJble
(bopMBI BBI3BAHBI MHCCEHC-MYTAI[UAMHU U yCEUEH-
HBIMU MYTAIlUAMM W 1[I0 MeHbIIIeld Mepe, OIHOMN
MyTaluel, BhI3BLIBAIOIIEN CABUI paMKM CUNTHIBA-
Hua (uHCcepnusa/menenus). OgHAKO dTa KOpPpeJId-
1A He ABJIAeTCA MOCTOAHHOM [2, 9, 19].

duarsocTrka CHUHAPOMA TI'UaJUMHOBOrO (hubpo-
MaT03a OCHOBBLIBAETCA HA COBOKYITHOCTU KJIMHUYE-
CKUX IPOSBJIEHU, Pe3YJIbTATOB I'MCTOJOTUUECKOTO
HCCJIeNOBaHUA MOPAKEHHBIX TKaHe! U MOJIEKYJIap-
HO-TEHEeTUYECKOT0 TecTupoBaHudA. IIpu mpoBeme-
HUM OMOICUYU KOXKY II0J] CBETOBBIM MUKPOCKOIIOM
BBIABJISIETCA HAKOIJIEHVE THaJMHA B COCOUYKOBOM
¥ CeTYaTOM CJIOAX JEePMBI B BUJE aMOP(HOTO 303U~
HO(UJIBHOTO BEIECTBA, KOTOPOE COAEPIKUT TJIU-
KOIpoTenHbl 1 KoJuaareHd [1, 5, 20]. DaeKTpoHHO-
MUKDPOCKOMIUYECKUE WCCIEJOBAHUA IIOKA3LIBAIOT
HaJIMYMe CTPOMAJbHBIX OTJIOMKEHUN (Gubpuiio-
rpaHyJsgpHOro MaTepuasa u GpubpobsacToB c pac-
IIUPEHHBIM JSHIOIJIA3MATUYECKUM PETUKYJIYMOM
U KPYOHBIM KoMmiuiekcoMm [onpmxu [5, 17]. Ilpu
OMOIICHMHY MBI, HAOJIOLAIOTCA MHOIATUUYECKIE
usmenenus [21].

Manuble OPYyruX METOLOB OOCJIEIOBAHUS He
ABAAIOTCA cuenmuduuuabiMu. Tak, mpu JabopaTop-
HOM 00CJIeJOBAHUU B OOII[eM aHAJIN3e KPOBU BBIAB-
JISJIVCH JIErKasi aHeMUs, IIOBBIIIIeHNe YPOBHS TPOM-
OOIMTOB, YMEPEHHBIN JIEHKOIUTO3, ITOBBLIIICHUE
CO9 [2, 20]. ¥V HeKOTOPBIX OOJBHBIX 00HAPYIKUBA-
JIV TIOBBLINIIEHWE YPOBHS aJbOyMUHA W IIEJOUHOM
docdarassr [22, 23], B TUTIOIPOTEUTHOM TPODUIE
— cHmKeHue ypoBHa JIIIBC, moBwIlleHVEe YPOBHA

JITIOHII m HopmanbHBIHM ypoeHb JIITHII. Kpowme
TOTO0, MCCJIeAOBAJIU YPOBEHb JIM30COMAJbHBIX (hep-
MEHTOB, 9KCKPeIMI0 KaTeX0JaMUHOB C MOYOH,
aAaMUHOKMCJIOTHI U OPraHUYeCcKHe KMCJIOTHI, PEB-
MaTOUJIHBIN (PaKTOp, aHTUHYKJIeapHbIe aHTHUTeEJAa,
aHaJIM3 CIMHHOMOSTOBOM JKUJIKOCTHU, 3HaUYeHUE
BCeX ATHUX IMOKasaTesel ObLIN B IpeAesiax HOPMBI.
AKTUBHOCTh THAJTYPOHUAA3HI CBIBOPOTKHU KPOBU HeE
oTJnYaIach ¥ OOJBHBIX 1 3I0POBBIX. ¥ HEKOTOPBIX
NalueHTOB OTMeYaJsoch yBeJWUeHMNe 3SKCKpelnuu
TJINKO3aMUHOTJINKAHOB ¢ Mouoi [24]. Tak:ke ObLI
o0HapYysKeH Ae(UIIUT I'yMOPAJLHOTO U KJIETOYHOTO
3BeHbeB mMMyHHuTera [25]. Odrassmomoruyeckoe
obcaemoBaHue, Kak MPaBUJIO, HE BBIABIAIO KaKUX-
Jar00 XapaKkTePHBIX IPU3HAKOB 1 OBIJIO HEOOXOINMO
s mpoBeneHuA quddepeHIInaTbHON TUarHOCTUK YT
C HEKOTOPBIMHU JIN30COMATbHBIMU 00JIE3HAMU HAKO-
naeHusd [4].

¥V mamnumeHTOB ¢ BBIPA’KEHHBIMU HAPYIIIEHUAMU
GYHKIIUU KeJTyZOYHO-KUIIIEUHOTO TpaKTa (XPOHU-
yecKasd quapes) IPOBOAUIACH OUOTICH S ITOPaKEeHHO-
0 yYacTKa CJIMBUCTON 000/I0UKU KUIIKU. B o6pas-
1max OMOICHU OIpeHeadaanch arpodus BOPCUHOK,
OTeK, JIMM(MAHTUIKTAZUA U ruaauHos [4].

Croemnupuueckoro JjeueHUsA CUHIPOMA THAJU-
HOBOro (hubpoMaTo3a He CYII[eCTBYeT U CBOAUTCA K
cUMITOMaTUYeCKoli Tepanuu. Kak mpaBuio, mamu-
€HTBI IPUHUMAIOT HECTEPOUTHBIE ITPOTUBOBOCIIAIN-
TeJIbHBIE CPEJICTBA, TaK KaK 3a00jieBaHUE IIPOABJIA-
eTcs 00JIesHEHHBIMU KOHTpaKTypamu. Kpome Toro,
HEeoO0XOAUMBI TOCTOAHHOE HAaOJI0JeHUe TacTPOdH-
TepoJioTa M AUEeTOoJIora; MPOPUIaKTUKA U JeueHUe
nHQPEKIITNOHHBIX OCJI0KHeHU [5, 26].

B nurepatrype ommucano mpumepHo 150 cayua-
€B CUHApOMAa THaJuHOBOTO (hmbpoMaTosa, CaMOMY
crapiieMy IalueHTy ObLio 58 jer. 3abojeBaHuUe
BCTpeYaeTcsa IIOBCEMECTHO, HO Hambojiee YacTo
peructpupyeTcs cpeau apadboB, SAMOHIEB W WHIWI-
ueB [27, 28].

B HacTosAmel ny6IuKanuy IpeACcTaBIeHO O~
caHUe KJINHUYECKOTO Cayuasd IOBeHUJIBbHOTO CUCTEM-
HOT'0 THAJNHO03a, KOTOPbIi ObLI JMarHOCTUPOBAH Ha
OCHOBAaHWU XapaKTePHOU KIMHUYECKON KapTUHBI U
TOATBEPIKIEH MNAHHBIMHU MOJEKYJIAPHO-TeHEeTUYe-
CKOT'0 UCCJIeOBAHUSA.

Onucanue KAUHUYECKO020 CAYHas

ITanuenTtrka K., 2 roga 5 mec, mocTymnuia A IJIaHO-
BOTO 00CJIEZIOBAHUA C YKAT00aMM HA KOHTPAKTYPHI KPYII-
HBIX 1 MEJIKUX CyCTaBOB, 6OJIe3HeHHOCTL B IIOPaMEHHbIX
cycraBax, TUMEPIIA3UIO JeCeH, MATKUX TKaHel Hoca,
CBHIIIb HA KOYKE U MOJKOKHBIE Y3eJIKOBbIe 00pa30oBaHU
Pa3HBIX Pa3MepoB Ha T0JIOBE, KOHEUHOCTAX U TYJOBUIIE.

W3 amamuesa: peGeHOK oT I GepeMeHHOCTH, TPOTe-
KaBIIlell ¢ recTo3oM. Poabl cpouHble, TyTEM 9KCTPEHHOT'O
KecapeBa CeUeHUs — KOCOe IOJIOKEHMe ILJIOfa, JBONHOe
00BUTHE TTYIOBUHOM, OCTpas TUIOKCUA IjIozga. JleBouka
poauiach ¢ NPU3HAKAMU 3aJePyKKU BHYTPUYTPOOHOTO
pasButudg I1I cremenn. Macca Tesia npu posxkgeranu 2106 T,
navHa Tesaa 46 cm, 5/7 6anos mo mkaie Anrap. B cBasu
C TSXKEJIBIM COCTOAHUMEM mojyuana Jedenme B OPUT.
TsKeCTb COCTOAHUA OblIa 00yCIOBIEHA 3a1ePIKKON BHY-
TpuyTpobHOTOo pasButua u yraerenuem ITHC. Bo Bpemsa
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remaroJsiornueckoro obciaemosanusd B OPUT ormeuasicsa
BBICOKUIT ypoBeHb hakTopa Buiiedbpanza.

Pogurenu neBoUYKHM 340POBBI, HACIEACTBEHHOCTH II0
OPTONEeAUYECKOM TaTOJOTUHN He OTATOIIeHA.

ITepBble mpusHaKu 6GOJe3HW B BUAE OTPAHUUYECHUS
TMOABUIKHOCTA B CycTaBaxX U OOJE€3HEHHOCTU POIUTEN
obHapy:xkuau B 4 mecsama. B 1 roxg 6 mec y 7eBOUKM ObLIa
BBIABJIEHA BBIPAKE€HHAsA TUNEPTPODUSA [JeceH, BBIMOJ-
HAJOCh XWUPYPruuecKoe HcceueHHe IeCHeBOW TKaHWU,
THCTOJIOTUYECKUI aHaIN3 MCCEUEHHBIX TKaHeil IoKasas
paspacTaHue COeINHUTEIHHON TKaHU 63 TPU3HAKOB aTHu-
nuu. B 9T0 Ke BpeMs MOABUJIACH TUIEPTPOGUI MATKUX
TKaHell Hoca. Co BpeMeHeM Ha T0JI0OBE, TYJOBUINE U
KOHEUHOCTSAX CTaJH IOABJIATHCS Y3eJIKOBBIe 00pasoBa-
HUSA Pa3HBIX Pa3MePOB U IJIOTHOCTH.

O0BEeKTUBHO IPU OCMOTpe obpaliaj Ha cebsa BHUMA-
Hue qedunut maccsl Tesa (9,3 Kr), poCT COOTBETCTBOBAJ
Bospacty (87 cm). Ormeuasnach 3aZep:KKa MOTOPHOTO
PasBUTHUSA: [EBOUKA CAMOCTOATEJIbHO He caamjach, He
XO[uJIa, HeLOJIT0 MOTJIa CTOATH C TOAAEPIKKOIT; 3aeprKKa
HEPBHO-TICUXUYECKOTO Pa3BUTHA: IOHHUMAaJa o0paleH-
HYIO peUb, IPOU3HOCUJIA OJHOCIOKHbBIE CI0BA.

Brlin oTMeueHBI ciefyiolie 0CO0eHHOCTU (DeHOTH-
na: 6paxurnedanus, KOPoTKas Iies, HU3KO MOCaAKeHHbBIe
yiu, rpyoble UepThHI JIWIA, IITHUPOKOE JIUI0, 3alajeHue
TIePEeHOCHUI[bI, TUIIePTPODUa MATKUX TKaHel Hoca, 6arpo-
BO-CHHIOIITHASI OKPacKa KOKM HOCa U HOCOTYOHOTO Tpe-
YTOJIBHUKA, TuniepTpodusa gece (puc. 1 u 2). Ormeuanuch
crubaTesbHbIe KOHTPAKTYPbBI IOKTEBBIX, TA300€IPEHHBIX,
KOJIEHHBIX CYCTaBOB, KPOME TOr'0, CrubaTesbHBIE KOH-
TPaAKTYPHI IPOKCUMAJIbHBIX U JUCTAIbHBIX MeK(basIaHTO-
BBIX cycTaBoB (puc. 3). IIoNbITKM TACCUBHBIX MBUKEHUIN
B CyCTaBaXxX BBI3HIBAJIU 0O0JIEBYIO PEAKIIUIO.

OnHUM u3 APKUX MOPOABJIEHUIN SABISANCT KOMKHBIHN
CHUHAPOM: B 00JIaCTU HOCOTYOHOTO TPEyroJbHUKA, 3a.-
Hell TOBEPXHOCTHU Iled U KPEeCTIla ONPEeNessJNCh MHO-
JKeCTBEHHBIE MeJIKHME IMaIyJbl KeMUYsKHOTO W PO30BOTO
mBera (puc. 4). B seBoii TeMeHHOU 00/1acTU, BHYTPEH-
Hell TOBEPXHOCTH JIEBOTO IIjIeUa, IepeJHell TOBePXHOCTH
TPYAHON KJIETKU U IIepeaHell OPIOITHOM CTeHKU IMaJIbIIN-
POBAJINCH ILJIOTHOAJIACTMUECKUE IIONKOKHBIE 00pa3oBa-
Hud, gmamerpom g0 1,5 cm (puc. 5). Ha seBoii yiHO#M
PaKoBUHE W B 00JACTU aHAJIBHOT'O OTBEPCTHUS OIIpeJe-
JISJINCh CUHIOITHO-6arpoBhIe y3€JKOBbIe 00pa3oBaHUS,
pasmepom 0 1 cm (puc. 4). Ormeuasnach rUIIePHIUTMEHTA-
U KOMKU HaJ JIOKTEBBIMU OTPOCTKAMU, JaTE€PATbHBIMU
JIOABIXKKAMU U B o0sactu Kpectia (puc. 4 u 6). Co cTropo-
HBI BHYTPEHHUX OPTAaHOB ITATOJIOTUU HE BBISBJIECHO.

B kauHMYecKOM aHaIu3e KPOBU MPU3HAKU aHEMUU
(remorsiobur 98 r/1) m TpombGommrosza (622-109/m1).
BuoxuMmuueckue mokKasaTeaun KpoBU (00Iuii 06esoK,
ounupyoun, AJIT, ACT, ramoxosa, MoueBUHA, Kpea-
tuauH, K®PK) B mpegenax HOPMAJIbHBIX 3HAUEHUI.
BrisiBieHo cHUM:KeHMe ypoBHA mapatropmona (10,9 pg/
ml). OKCcKperus ¢ MOUYOii TTIMKO3aMUHOTJINKAHOB B IIpeJie-
JIaX BOBPACTHOM HOPMHBI.

IIpu ocmoTpe OodTATBLMOJOTOM HATOJOTHUH OPTAaHOB
3peHus He BBIABIEeHO. Y3U opranoB OPIOMIHOM IIOJOCTU
¥ TOYeK BHIABUJIO HE3HAUMUTEJIbHOE MOBBINIEHNE 9XOTeH-
HOCTU apeHXUMbI meueHu. [1o JaHHBIM peHTreHorpaduu
TO3BOHOUHNKA, HIYKHUX U BEPXHUX KOHEYHOCTE! BBISB-
JIEHBI IPU3HAKU CUCTEMHOTO OCTE0II0p03a.

Puc. 1. l'nneprpodus MArkux TKaHei Hoca, 6arpoBO-CHHIONI-
Hasd OKpPacKa KOKJ HOCAa M HOCOTYOHOTO TPEYTOJbHUKA.
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Puc. 3. CrubaTerbHbIe KOHTPAKTYPHI JIOKTEBBIX, Ta300€IpPeH-
HBIX, KOJICHHBIX, IPOKCHMAJBHBIX W JMCTAJIBHBIX Meskda-
JIAHT'OBBIX CYyCTABOB.

PebeHKy OBLIO IIPOBEIEHO MOJIEKYJISPHO-TeHeThYe-
ckoe ucciaemoBanue meromoMm NGS — moucK mMyTanuii B
KJINHUYECKHU 3HAUMMOM YacTy reHoMa UeJIOBeKa Ha OCHO-
BaHUM KJINHUYECKON KapTUHBI, B Pe3yJbTaTe KOTOPOI'O
oOHapy keHbl ABe myTanuu B reie ANTXR2: naToreHHas
myTanusa B dK30He 15 — ¢.1294C>T, mpuBogdAimmas K
00pa30BaHMUIO CTOI-KOJOHA W IIPEXKIEeBPEeMEHHOMY IIpe-
KpallleHWIo CuHTe3a 0esKa; MyTalusa B 9K30He 1-ro reHa
— HeCMHOHUMUUYHAA 3ameHna c.58T>A, paciieHeHHasI KaK
BEPOSATHO MAaTOreHHasd, TaK KaK He olucaHa B 0asax JaH-
HbIX MyTanuii. Takum o0pasoM, KJIMHUUYECKUH IUArHO3
CHUHJIPOM T'MAJIMHOBOIO (hprbpomarTosa IOJYyUYUT MOJEKY-
JISIPHOE MOATBEPIKIeHNe.

Ob6cy:xmeHue

HanHas manueHTKa Oblla HalpaBJieHa Meaua-
TPOM Ha KOHCYJIbTAIIMIO B HAIlle OTAeJIeHue C Jua-
THO30M apTPOTPUIIO3 TOJHBKO Ha OCHOBAHUYU HAJIU-
yuda y Hee KOHTPAKTyp cycraBoB. OgHaAKO IIpu
apTPOrpuUIIo3e He BCTPEUYAIOTCA OINMCAHHBIE BBIIIE
KOJKHBI€ IIPOSABJEHUA U Trumeprpodus [geceH.



Puc. 4. MHokecTBeHHbIe MeJKHE MAILyJbl JKeMUy:KHOTO H
PO30BOTO I[BETA II0 3a{Hel IOBEPXHOCTH Iiieu (a) U B 061acTi
Kpectua (0).
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Puc. 5. IlnoTHOdIacTHYECKHE TOTKOMKHBIE 00PA30BAHUA, THA-
meTpoMm 10 1,5 cM Ha mepegHeil MOBEPXHOCTH IPYAHON KIETKH
¥ nepexHell OPIONIHON CTeHKe.

Puc. 6. TunepnurMeHTanus KOKU HAJ JOKTEBBIMH OTPOCT-
KaMM.

C rakuMHU Ke elrfe 3a60JIeBAHUAMHU HYKHO IIPOBO-
IUTH TUPPepeHINaATbLHYI0 TUATHOCTUKY ?

Bonesup @apbepa (Farber lipogranulomatosis)
SABJAETCSA JU30COMAaJbHBIM 3a00JieBaHUEM, CBS-
3aHHBIM C AedunuroM (GepMeHTa IepaMuUAashbl, U
pPOABJIAETCA O00Je3HEHHBIMU KOHTPAKTypamMu
CYCTaBOB, TPOTPECCUPYIOINENl XPUIOTOH, KOKHBI-
MU y3eJKaMu HaJ KOCTHBIMU BhIcTymamu. OmHaKO
y GOJIBIIIMHCTBA HAI[UEeHTOB ¢ OosesHbio Papbepa
OTMEUYAITCA HapyUIeHWe YMCTBEHHOT'O DPas3BUTUA
U OTCYTCTBUE TUIEPIUTMEHTHUPOBAHHBIX YUaCTKOB
KOJKU, YTO IIOMOTaeT OTJUUUTHL €€ OT CHUCTEMHO-
ro ruajguHo3a. [uarnos Gosesnu Papbepa MOKeT
OBITH IIOATBEPIKIEH IIyTEeM OIIeHKUW AaKTUBHOCTU
(epmeHTa IepaMuaassl B pudpodIacTax.

«I»-raerounas 6oae3ub (Mykoaununos IT Tuma)
— 3abojieBaHUE, KOTOPOE DPa3BUBAETCA B PE3YJb-
TaTe gederTa Qochorpanchepasbl U CBA3AHO C
HapyIlleHNeM pacCUIelJIeHUusa MYKOIIOJIMCaXapumoB
u chunrornukonunugos. Ilpu myronunuznose II
THUOA TOABJAIOTCA YIIJIOTHEHUS JeCeH UM MHOMKe-
CcTBeHHBII au3ocTo3. Co BpeMeHeM pa3BUBAIOTCA
rpyOble UepThI JIUIla U KOHTPAKTYPhl CYCTaBOB.
OTymuuTesbHbIE KOKHBIE IIPOABJIEHUA CUCTEMHOTO
THAaJINHO3a MOTYT IOMOYb AuG(GEepPEeHIINPOBATh 3TU

3abosieBaHudA. [luarLos3 moaTBepIKAaeTCsa (hepMeHT-
HBIM aHaJams3oM. IIo TaKuUM Ke TpU3HAKaAM ITPOBO-
nutca nuddepeHuaabHad JUAarHOCTUKA C MYKOJIN-
nugo3om III A Tuma.

Cunapom Bunuecrepa—Topra xapakTepusyercs
HUBKUM POCTOM, TPYOBIMU UepPTaMU JIUIA, TIOTKOMK-
HBIMU y3eJKaMu, OTPyOeHreM KOKU, ITIOMYTHEHUEM
poroBurtibi. Ho mpu sToM 3a0oJeBaHUU He BCTPE-
4aloTcA XapaKTepHble JJIf CHUCTEeMHOIO I'MajiiHO3a
KOJKHbIe IPOSABJIEHNA.

T'unmepnurMeHTUPOBAHHBIE YYACTKHU KOMKH
MOTYT OIINOOYHO CUUTATHCS IIOCTTPABMATHUUECKU-
MU, a IepuaHaJbHBbIe Y3€JIKOBLIe 00pa3sOBaHUA
MOT'YT HAIIOMUHATL KOHIMJIOMBI, ITOOYKIAIOINE K
TOUCKY UWH(PEKITMOHHOU 3TUOJIOTUM.

Takske HY:KHO auddepeHIUPOBATL KOXKHBIN
CUHAPOM TIPU CHUCTEMHOM T'HMaJIMHO3€ OT BPOKIEH-
HOTO TeHepaJm30BaHHOTO (pubpomaTosa, KOTOPHII
OPOABJAETCA MHOMKECTBEHHBIMHU IOAKOXKHBIMU
OUYEeHb IJIOTHBIMU U MOABUKHBIMU OIIYXOJEBUIHBI-
Mu obpasoBaHUAMU, U Helipodubpomarosa I tuna,
IIPU KOTOPOM OIIPEHENAITCA OOJIBIIIOE KOJTUIECTBO
CBETJIO-KOPUYHEBBIX NATEH Ha KOYKe U HECKOJIbKO
HetipopubGpoMm.

Kpome Toro, muddepeHIInaIbHyI0 JUATHOCTH-
Ky HaJO HIPOBOAUTL C MYyKomoJircaxapuposom I
u II tuna (cungpombr I'ypaepa, I'ypiaepa-—Illeiie,
Xaurtepa), I KOTOPBIX TaKiKe XapaKTepPHBI I'Py-
Oble UepThI JIUIlA, TUIMEPIJIAa3us AeceH, orpaHuye-
HUe MOJBUKHOCTHU CyCTABOB 1 JedopMaiiusa KOHeU-
Hocredi. Curgpom XaHTepa mMeeT X-CIIeTJIeHHBIN
pelecCuBHBLIN THUII HAcJeNOBaHUSA, B PE3YyJbTaTe
vero 00JIe3Hb IIOPaKaeT, KaK IPaBUJIO, JIUI MYK-
ckoro noja. VcciaenoBaHue sKCKPeUU ININKO3aMU-
HOTJINKAHOB C MOYOM MCKJIIOUMJIO HaJT4yue MYKO-
mojaucaxapuzosa, Kak IPUUYUHY 3a0oJieBaHUA ¥
Hamel manueHTKu. Ho B auTepaType onmmucaHbl CIIy-
yay CUHAPOMA THaJMHOBOTrO (ubdpoMaTosa ¢ uaMe-
HEHUAMHU YPOBHEH TJIMKO3aMUHOTJIMKAHOB B MOUE
Yy HEKOTOPBIX ITAIlMeHTOB, B TaKUX CJIydyadX IJId
UCKJIIOUEeHUS MYKOIIOJIMCaXapuI030B Ilejecoodpas-
HO U3MePATH aKTUBHOCTH (DEPMEHTOB B JIEHKOIIUTaX
nepudepuuecKoil KpoBU.

MoJieKyIApHO-TEHETHUECKOEe TeCTHPOBaHUE Ha
MOJIEKYJIAPDHOM YPOBHE IIOATBEP)KJaeT KJIMHUUE-
CKUU AUaTHO3 CUHAPOMA I'MaJIMHOBOTO (prubpomMaTosa
¥ MCKJIIOUAET BOZMOYKHOCTb KJIMHUUYECKON OIMNOKYU
npu npoBeneHUn AUGGEPEeHIINATbHON TUAaTrHOCTU-
Ku. ITeHHOCTH TaKoOil JUArHOCTUKU COCTOUT B OIIpe-
IeJIeHNU KypabeJbHOCTH UJIN UHKYpPaOeJbHOCTHU
ob0HapysKeHHOU maTojgoruu. Ha ceronuAmHmnii 1eHb
IJIs HEKOTOPHIX HACJIEACTBEHHBIX 0O0JIe3Heil oOMe-
Ha, B T.Y. U AJa MyKomoaucaxapumaosos I, II, IVA,
VI tTunos, paspaboraHa u TpUMeHAETCSI BO Bpaued-
HOU IIpaKTUKe (hepMeHT-3aMecTUTeJIbHaA Tepanunsd,
paHHee HAYaJ0 KOTOPOU MO3BOJIAET 3HAUUTEIHHO
YJIYUYIIUTh COCTOAHWE IAI[MEeHTOB, CTPAagaloIMux
OTHUM W3 dTUX TAMKEJIbIX 3aboseBanuii. [asa cuua-
poMa rmaJnHOBOTrO (pudpoMaTo3a Ha CEeroqHSIITHUIMN
IeHb MaTOTEeHEeTUUeCKOoe JieueHre He paspaboTaHo u
IpUMeHAEeTCA TOJbKO CUMIITOMATUUECKOe JieueHUe.
TouHOe 3HaHUE 9TUOJOTUY 3a60JIeBaHUA HE TOJIBKO

EHETUKA B ITEAVUATPUU




oIpeziesisgeT IaToreHes U XapakTep ero Te4eHus, HO
¥ TIOMOTaeT B BbIOOPE TAKTUKY BeIeHUSA IIalleHTa.
Kpome TOro, ycTaHOBUB IATOTE€HHbIE BapUAHTHI B
ceMbe, BO3MOKHO NIPOBEIeHNe TeCTUPOBAHUSA POJ-
CTBEHHUKOB-HOCUTEJEl PEeIecCuBHOTO ajjiessd, a
TaKsKe MIPOoBeJeHNe IIPeHaTAJbHOTO TeCTUPOBAHUS
WJIN IPEeUMILIAHTAI[MOHHON reHeTUYecKOoHi AMarHo-
CTUKU IIPU IIpoBenenuu nporeaypsl OKO.

3aKJ0ueHune

CuHAPOM I'MaJIMHOBOTO (hbrubpoMaTosa ABJIAETCA
PeIKUM HacJIeICTBEHHBIM 3a00JieBaHUEM, KOTOPOe

JOCTATOYHO OBICTPO IIPUBOAUT K WHBAIUIN3AIUUI
nanueHToB. OnucaHre KJINHUYECKOTO CayUYasd clue-
JIaHO C IeJIbI0 IIPUBJIEUEHUS BHUMAHUA K JAHHON
TMATOJIOTUN U MOXKET OKa3aThCs IOJIe3HBIM JJIS Bpa-
yell pa3JIMUYHBIX CIEINAJIbHOCTEMH.

dunancuposanue KOH(LUKM uHmMepecos:
paboma npogedena Ha 6ase u npu noddepirxe PI'BY
«HHJOH um.I'.HU. Typrnepa» M3 PP, agmopbl dexaapu-
pyrom omcymcmeue S6HbLX U NOMEHUUANLLHLY KOHDAUK-
moe uHmepecos, C813aHHbLX ¢ NYOIUKAYUell Hacmosuell
cmamou.

u
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