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KnuHuko-reHeTnyeckasa xapakrepucTuka
Hac/NeACTBEHHbIX 3a001eBaHNM U CUHAPOMOB C FNAayKOMOM

Xnebnukosa 0.B., Oapgann E.J1.
®reHyY «MrHU», Mocksa

B cTatbe npefcTaBfieHa KIIMHUKO-TEHETUYECKA XapaKTepucTuKa HAaCcNeACTBEHHbIX 3a00neBaHWii, CUHOAPOMOB C rayKOMOIA.
B HacToswee Bpems M3BECTHO 36 KAMHUKO-FEHETUYECKNX BapMAHTOB C BPOXAEHHOW M IOBEHWUBLHON rnaykomon. B 72,2% cnyyaes
BPOX/AEHHAs 1 IOHOLLIECKAs rnaykoMa COYETaeTCs C MaToNOrMen LEeHTPanbHOM HEPBHOWM CUCTEMbBI, MUKpOLLEDaNNEl, yMCTBEHHON OT-
cTanoctbio. Kpome 3T0ro, onmcaHbl NauMeHTbl CO CKENETHLIMI aHOManMSaMM, CBOE0OPa3HbIM CTPOEHMEM JTMLLA, NATONIOrMEN KOXMK,
CYyCTaBOB, MoYeK, cepaLa, reMaHrMomMaTo30M, rpaHysieMaTo3oM. TSKeCTb U BapruabesibHOCTb KIMHUYECKMX MPOSBIEHNIA HAcneacT-
BEHHbIX 3a601€BaHUIA 1 CUHAPOMOB C BPOXIAEHHOW WM IOHOLIECKOW rnaykoMOoi yKasbiBaloT Ha HE0OX0AMMOCTb PaHHe AuarHocTu-
KW, KOMMJIEKCHOrO 06CneioBaHns NauMeHToB y 0pTansMOoros, NneaMaTpoB, HEBPOJIOroB, OPTONeAoB. YunTeiBas, 4To B 44,4% cny-
YyaeB MaTosIOrs HacNeayeTcs ayTOCOMHO-A0MUHAHTHO Mn X-CLENeHHO-A0MUHAHTHO, HeobXoayMa KOHCY/bTaLmsa y Bpava-reHe-
TUKA CEMEN C BPOXIEHHON 1 IOHOLLECKON rNaykoMOoi ang Beprudurkaumm KNMHUKO-reHEeTUYECKOro AnarHo3a, onpeaeneHns reHeTuye-
CKOro MporHo3a 1 BOSMOXHOCTEW NpeHaTanbHOW ANarHOCTUKM.

KnioyeBble cnosa: BPOXAEHHasa, rnaykoma, 3aboneBaHns, HaCNeACTBEHHbIE, CUHOPOMbI, OBEHWUIbHAA.

Clinical and genetic characteristics of hereditary diseases and syndromes with glaucoma
Khlebnikova O.V., Dadali E.L.

Research Centre for Medical Genetics, Moscow, Russia

The article presents the clinical-genetic characteristic of the hereditary diseases, syndromes with glaucoma. Currently known
36 clinical-genetic variants with congenital and juvenile glaucoma. In 72.2% of cases of congenital and juvenile glaucoma combined
with pathology of the central nervous system microcephaly and mental retardation. In addition identified patients with skeletal abnor-
malities, an original structure faces, pathology of the skin, joints, kidneys, heart, gemangiomatoz, granulematoz. The severity and
variability of clinical manifestations of hereditary diseases and syndromes with congenital or juvenile glaucoma points to the need for
early detection, comprehensive examinations of patients from ophthalmologists, pediatricians, neurologists, orthopedists. Given that
44.4% of cases pathology is inherited autosomal dominant or x-forming dominant need to consult a doctor-genetics of families with
congenital and juvenile glaucoma for verification of clinical genetic.
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Beenenue YUYHBIMM JOCTUKEHUSMU U UX UCIIOTb30BAHNEM B MIPAKTU-
YecKol TeauaTpuu, O(TaIbMOJOTHU, TEHETUKE MOXET
MPUBECTU K HETIPaBUJIbHBIM WJIM HECBOCBPEMEHHBIM JHa-
THOCTUKE U JICUEHUIO COYETAaHHON MOHOTEHHOI MaTOJOTUU
U CHIXaeT 3¢ (GEeKTUBHOCTh MEAUKO-TeHETUUYECKOTO KOH-
CYJIbTUPOBAaHUS OTSITOLIEHHBIX CEMEl, HalpaBJIeHHOTO Ha
Mpo(UIAKTUKY TTOBTOPHBIX ClIydyaeB 3a00JIeBaHUS B OTSTO-

IICHHBIX CEMbJIX.

Lleav uccaedosanus — POBECTU aHAIN3 KIIMHUKO-TEHE-
TUYECKUX OCOOEHHOCTE HACIEeICTBEHHBIX CUHIPOMOB U 3a-
0oJieBaHMI1, COITPOBOXKIAIOIINXCS BPOXKACHHOMN WIM IOBEHU -
JILHOW TJIayKOMOM JUISI OIpee/IeHUsT aiFOPUTMA UX PaHHENH
JMUATHOCTUKU W BO3MOXHOCTU TIPOMUIAKTUKHN ITOBTOPHBIX
cllydyaeB 3a00JIeBaHUSI B CEMbeE.

I'maykoma — omHO M3 Hambosiee YacThIX 3a00JIeBaHUIA
opraHa 3peHusl, IPUBOIIIINX K MHBAJIMIHOCTH C PaHHETO
nercTBa. Cpeay MPUUYMH CJIENOTHl HAa JOJII0 BPOXKICHHOM
riaaykombl npuxoautcs ot 1 go 10% cayyaes [1—3]. Kiuu-
HUYECKHUE MPU3HAKU IJIAYKOM XOPOILIO M3BECTHBI MPAKTH-
yeckuM odragpmoioraM. OgHaKo Bpayl He BCErIa akleH-
TUPYIOT BHUMAaHWE Ha TMOSIBJICHUE IJIAyKOMbI Y MAllMEHTOB
C HACJIEACTBEHHBIMU 3a00JIeBAHUSMU WM CUHAPOMAMMU.
B HEKOTOPBIX Ccllydyasx HapyLIEHUS TUAPOAMHAMUKY a3 U
ONTHYeCKass HeWpomaThusl MPEAIIeCTBYIOT KIMHUYECKOMY
MPOSIBIICHUIO TTaTOJOIMU APYTUMX OpraHoB U cucteM. Kiu-
HUYECKOe pa3HOOoOpa3ue M reTepOreHHOCTh 3TOM MaToJIo-
TMU OMPEAENSIOT 3HAYUTEIbHBIE TPYIHOCTU 3THUOJIOTHYE-

CKOW IMAarHOCTUKK ¥ BepU(PUKALMK OIPEAEIEHHOIO TeHe-
TUYECKOTO BapraHTa. [0 HACTOSIIET0 BpeMEHH OTCYTCTBY-
€T UCTOYHHUK Ha PYCCKOM SI3bIKE, ITO3BOJISIOLIMIA TTOTYyIUTh
MHGOPMALIMIO O KIMHUKO-TEHETHYECKUX XapaKTePUCTUKAX
HAaCJIEICTBEHHBIX 3a00JIEBAHUI M CHHIPOMOB, COIPOBOX-
JaroIIuXCst TIaykKoMoii. CylieCTBEHHBIN pa3pblB MEXKIY Ha-

Ma’repnaﬂu N METObI

Ha ocHoBaHMM AaHHBIX JIUTEPATYPHI U COOCTBEHHBIX Ha-
OJIIONIEHMIT TIPOBEIEH aHAIM3 KIMHUKO-TEeHETUYECKUX Xa-
pPaKTEepUCTUK HACIENCTBEHHBIX 3a00JIeBaHUI1 U CUHAPOMOB,
COMPOBOXKIAIOUIMXCS TJIAYKOMOIA.
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KnuHuko-reHeTMyeckue BapuaHTbl HacneACcTBEHHbIX 3a60JieBaHU C FNayKkoMOom raomna
Ho3zonornyeckasa dopma CocTtosiHne rnas Tvin Ha- leH Homep no
cneposa- *OMIM
HUs
AkkepmaHa CUHAPOM lOBeHMNbHag rnaykoma AP Het 200970
Akpomenuyeckmnii GpoHTanbHbIN An3acTtol3 | KOBeHWbHas rnaykoma, AEPMOVOHAS KUCTa POrOBULbI AL ZSWIM6 | 603671
AkceHdenbpa-Purepa cuHgpom, tin 1 lOBeHWnbHas rnaykoma, aHmpuavs, MUKPOKOpHea AL PITX2 180500
AkceHdenbaa-Pvrepa cuHapom, tun 2 IOBeHMNbHAA rnaykoma, MMKpOKopHea AL 13gq14 | 601499
Axkcendenbpa-Purepa cuHgpom, tmn 3 tOBeHUbHasA rnaykomMa, aHmpuans AL FOXC1 | 602482
AkceHdenbga-Purepa cuHopom ¢ oTcyTCT- | lOBeHWnbHas rnaykoma, OTCYTCTBME MbILLL, Fiasa AL Het 109120
BMEM MbILLL, rfa3a
Bnay cuHgpom lOBeHMNbHasA rnaykoma, yBeut AL NOD2 186580
BoeeHa cuHapom BpoxaeHHas rnaykoma AP Het 211200
BonesHb Manbix COCyA0B MO3ra lOBeHmnbHasa rnaykoma, AkceHdenbna Purepa AL COL4A1 | 607595
CUHAPOM, MUKPOdTanbM
Bapbypra mukpocuHapom, tun 4 lOBeHWNbHas rnaykoma, MuMKpodTasibM, kKatapakra AP TBC1D20| 615663
Bebep-CTioX cuMHApPOM OBeHuNbHasA rnaykoma EnvHniHble) GNAQ 185300
cryqam
l'ypnepa cuHapom, Mykononncaxapmaos, Tin 1H | KOBeHunbHasa rnaykoma, auctpodus cetyaTkum AP IDUA 607014
J[uccermeHTanbHasa KapJiMkKoBOCTb lOBeHWIIbHas rnaykoma, cyostokcaums XpyCcTasiMkoB AP Het 224400
MpuporoHvogmcreHes n ckeneTHble aHoManum | BpoxxaeHHasa rnaykoma AP Hert 609515
JNoy cunpopom lOBeHWnbHas rnaykoma, MmkpodTansm, katapakta | *****XcuP| OCRL 309000
JNloypu-MakneiiH cnHgpom lOBeHuNbHas rnaykoma AO? Hert 600252
Mo3ro-rnaso-mblilieyHbin cuHgpom (Yon- lOBeHMNbHAA rnaykoma, MmkpodTanbm, aHoMa- AP POMT1 | 236670
kep-Bapbypr cuHgpom), Tun A1 nusa lMeTtepca
Mo3ro-rnaso-mblileyHbln cuHapom (Yon- lOBeHMNbHaA rnaykoma, MmkpodTasbm, aHoMa- AP POMT2 | 613150
kep-Bapbypr cuHgpom), tun A2 nns MNeTepca
Mo3ro-rnaso-mbieyHbln cuHgpom (Yon- lOBeHuNbHas rnaykoma, MmmkpodTanbm, aHoma- AP POMGNTT1| 253280
kep-Bapbypr cuHapom) Tun 3 nunsa Metepca
Mo3ro-rnaso-mblilieyHbin cuHgpom (Yon- lOBeHUNbHas rnaykoma, MukpodTanbM, aHoMa- AP ISPD 614643
kep-Bap6bypr cuHgpom) tun A7 nus Metepca
Mo3ro-rnaso-mblilieyHbln cuHgpom (Yon- lOBeHMNbHaAgA rnaykoma, MmkpodTanbm, ANCTPO- AP DAG1 616538
kep-Bapbypr cuHgpom) Tun A9 dua ceTyaTkm KaTapakTa
Myp-denepmaH cMHOPOM lOBeHuNbHagA rnaykomMa, katapakra AL Het 127200
HeHc-XopaH cuHapom lOBeHWNbHas rnaykoma, MukpodTasbMm, katapakra Xcu. O NHS 302350
OxynopeHToAMIrMTanbHasa aucnnasus lOBeHUNbHaa rnaykoma, MMKpodTanbm AL GJA1 164200
Okynodaumokapamno-aeHTanbHblii cuHapoM | KOBeHWbHas rnaykoma, MukpodTanbm ***Xeu. | BCOR 300166
OcTteogucnnacTnyeckas kapanmkoBocTb TN 3 | KOBeHunNbHasa rnaykoma, konoboma, HA3H AP Het 210730
OcTeoxoHppoaucnnasunsa Tun 1 BpoxaeHHas rnaykoma AP CANT1 251450
[MceBponporepusi CUHOPOM lOBeHMNbHasA rnaykoma AP Het 200130
CuHrnToH-MepTeHa cuHgpom, tun 1 lOBeHMNbHasA rnaykoma **ALL IFIH1 182250
CuHrnToH-MepTeHa cuHgpom, Tun 2 lOBeHunNbHas rnaykoma AL DDX58 | 616298
CunHAPOM HOrTer-HaaKoIEHHMKA IOBeHWbHas rnaykoma, KepaTokOHYC, MUKPOKOpHea AL LMX1B | 161200
Ctuknepa cuHgpom, tmn 1 lOBeHWMNbHas rnaykoma, oTcrorka ceT4aTku AL COL2A1 | 108300
TuMTamu CMHapPoOM lOBeHWNbHas rnaykoma, cybiokcaums Xpyctanmka AP C120RF57| 218340
®puppeliixa atakcus BpoxaeHHasa rnaykoma AP Het 229310
Onepca-[aHno cuHapom, Tun 1 OBeHubHas rnaykoma AP CHST14 | 601776
Onepca-[aHno cuHapom, Tmn 6 lOBeHWIIbHAs rnaykoma, MUKPOKOpea, KEPaTOKOHYC AP PLOD1 225400
SHORT cungpom lOBeHMNbHasA rnaykoma, aHomanus Purepa AL PIK3R1 | 269880
MpumeyaHme. * OMIM — kaTanor reHoB 4YesloBeka U reHeTUYeCKMX HapyLleHui; ** ALl — ayTOCOMHO-OOMWUHAHTHbIN TUMN Hacne-
LOBaHus; *** AP — ayTOCOMHO-PeLECCUBHbIA TUMN HacnenoBaHus; **** Xcu.[, — X-cuenneHHbI AOMUHAHTHBIA TUN HacnepoBa-
HUA; ***** Xcu.P — X-cuenneHHbli peLeCcCcuBHbIN TUM HacnenoBaHus
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Pe3ynbTaThl

B Hacrosiiiee Bpemsi U3BeCTHO 36 TeHETMYECKUX Bapu-
aHTOB HaCJIEJCTBEHHBIX 3a00JIeBaHUIT M1 CUHIPOMOB, MaHU-
ecTupyolX ¢ pPoXAEHUS] W B IOBEHUJIHHOM BO3pacTe,
B KJIMHMYECKON KapTHHE KOTOPBIX OTMEYaeTcsl TiiayKoMa
[4]. KnumHuKO-TreHeTMYeCKue XapaKTepUCTUKM, BBISIBICH-
HBIX CUHIPOMOB TIPEJCTaBJIEHBI B TAaOJIUIIE.

1. CuHIpOMBI, CONPOBOKIAIOMIMECS
BPOXK/ICHHOH NMEPBUYHOM TIIIAYKOMOM

TunuyHble KIMHUYECKKUE MPU3HAKY BPOXKAEHHOM TepBrY-
HOI TJIayKOMbI OMNMUCaHBI MpW CUHApoMe boBeHa, aTtakcuu
®punpeiixa, OCTEOXOHAPOIMCILIA3UM THTA |, CMHAPOME UpH-
JOTOHUOIMCIeHe3a U cKelleTHBIX aHoManuii (OMIM: 609515).

Cunnpom bosena (OMIM: 211200) xapakTtepusyeTcs
rpy0oiil 3amepKKO MICUMXOMOTOPHOTO M (DU3NYECKOTO pas-
BUTUSI, HAPYLLIEHUEM COCAHMSI U TJIOTaHUs, HAJIMYMEM are-
He3MU MO30JIMCTOTO Tejia, BPOXKICHHBIMU TMOPOKAMM CEP/I-
1a, TUMNOIUIa3Mel HIDKHEN YeIIoCTH, TUIocHanueit, redop-
Maluei YIUIHbIX PaKOBUH M CrUOaTeIbHBIMU KOHTPaKTypa-
MU nanbueB kucteit [5]. [lokazaHo, yro 3a0oseBaHue Ha-
cJeyeTcs ayTOCOMHO-PELIECCUBHO, OHAKO I'eH 0 HACTOSI-
1IETO BpeMEHM He MACHTU(MUIIMPOBAH.

Arakcusi @puapeiixa W BpoxkaeHHas riaykomMa (OMIM:
229310) maHudecTUpyeT B MOAPOCTKOBOM BO3PACTE CUMITO-
MaMM CTIIMHOMO3XEUKOBOM aTaKCHUW, MU3apTPUU, CHIDKEHUEM
CYXOXWIIbHBIX pecdiiekcoB. B psime ciydaeB y G0NbHBIX (hop-
MUpYETCSl CKOJMO3, TurepTpoduyeckasi KapAuOMUOIATHS,
cyOaopTaabHbIM CTEHO3 W caxapHblii auader [6]. CoueraHue
TUTIMYHBIX CUMITOMOB aTtakcun Dpunpeiixa ¥ BpOKIEHHOM
[JIAyKOMBI OIUCaHBI y CUOCOB M3 MHOpeaHol cembr u3 Mcra-
Huu B 1988 romay. Ilpenmnonaraercst ayToCOMHO-PELIECCUBHBIIM
TUI HACJIeIOBaHUsI 3a00J1eBaHusI, OMHAKO pojib reHa FXN, oT-
BETCTBEHHOTO 3a BO3HMKHOBEHME KJIaCCHMYECKOTO BapHaHTa
atakcuu dpunpeiixa yCTaHOBUTH HE YIAIOCh.

Ocreoxonapoaucmiasug tuma 1 (OMIM: 251450) Ha-
crenyeTcst ayrocoMHo-peneccuBHo. I'en CANTI, otBerct-
BEHHBII 32 BOBHUKHOBEHME 3a00JIeBaHMS JIOKAJIM30BaH Ha
xpomocome 17g25.3.Ero npoaykTom sIBIsieTCsI (pepPMEHT U3
TPYIIBI KaJbIU-aKTUBUPYEMBIX HYKJIEOTHIA3.

TUNMMUHBIMM KIMHUYECKUMHU TIPOSIBICHUSIMUA 3a00J1eBa-
HUSL SIBJISTIFOTCSL: HETMPONOPLMOHAIbHASI KAPJIMKOBOCTD (Cpe/-
HMIA pOCT B3pOCJIOro yesioBeka He mpeBbliiaeT 114 cM), Tyu-
HOCTb, KPYIJIO€ JIUI0, MUKPOPETPOTHATHSI, MUKPOCTOMMUSI,
KOPOTKMIA HOC, TIIOCKAsl TIePEHOCHIIA, KOPOTKAs IIesT 1 y3Kast
rpyaHas kietka. KpoMe 3Toro, ormeuaroTcst HeCTaOMJIbHOCTD
CYCTaBOB, OCTEOIOPO3, OCTE0APTPO3, CKOIUO3, BIPAKEHHbII
J0pno3, Kudo3, y30CTb MEXIO3BOHOUYHOTO JAMCKOBOTO TMPO-
CTpaHCTBAa M MHOXKECTBEHHBIE CKeJIeTHbIe aHOMAINU. Y He-
KOTOPBIX TALIMEHTOB OIKCaHa 3aJlep>kKKa MOTOPHOTO pa3BU-
THUSI, YMCTBEHHAsl OTCTAIOCTh. CTeneHb TSIXKECTH KIMHUYE-
CKUX MPOSIBICHUI IIHMPOKO BapbupyeT. YacTb OOJbHBIX MO-
KT TIornbaTh BHYTPUYTPOOHO, a TIPOMOKUTEIBHOCTD K13~
HM APYTUX HE CHUKeHa. boJibHbIe MOTYT TOXMBATh 10 3pEsio-
ro BO3pacTa U UMETh HOPMAJIbHBIN MHTEJIEKT [7].

Hpunoronnoaucrene3 u ckenernsie anomamuu (OMIM:
609515). XapakTepHbl aHOMAJIUU CKeJleTa, a TaKXKe CBOe00-
Pa3HbIil BHELITHUI BU/I: LLIMPOKUIA JI0O, TOHKAsI CITMHKA HOCa
C LIMPOKMUM HOCOM, OOJIbIIME YIIM, KOPOTKAas Lesl, LUPO-
Kasi TpyaHas KjeTKa, MYyNKOBUIHbIE COCKU, U KOPOTKUE
OoJIbIlIMe TaibLb [§].

2. CHH,ZIpOMl)l, CONMpoBOZKIAIOIIUECH OBEHUJIbHOM mayl(omoﬁ

IOBenuIbHAs raykoMa, MaHudecTupyoomas 10 16 ner,
onucaHa npu 31 cuHapome. B OOJIBIIMHCTBE CTydyaeB MOBbI-
LIEHWEe BHYTPUIJIA3HOTO JABJIEHUSI COIPOBOXIAIOCH aHOMa-
JIMSIMU PA3IUYHBIX CTPYKTYP IJla3a U/WIu MopakeHUeM Ipy-
ruxX OpraHoB U cucteM. Haubonee BbIpaxkeHHAsl MaTOJOTHS
opraHa 3peHMsi OTMEYaeTcsl B TPYIIE MO3ro-IJia30-Mbliiey-
HbIX cuHApoMoB (Youkep-Bapoypr cunapom), 0603HaYaeMBIX
TaKKe KakK MbILIIeYHbIE TUCTPODUN — AUCTPOTTIMKAHOTIATUM.
DTa rpymmna BKIoyaeT 14 reHeTUYeCKUX BapUMaHTOB, KJIMHU-
YeCcKUe MPOSIBICHHUSI KOTOPBIX XapaKTePU3YIOTCST COYeTAHNEM
MPOTPECCUPYIOILIE MBIIIEUHON TUCTPOGUH C TTOPOKAMHU Pa3-
BUTHSI pa3IMUHBIX CTPYKTYpP IJ1a3 U MO3ra B BUAE MUKPOLIE-
amuu, TUTIONIa3MKM MO3XKeuyKa, AMCIUIa3uM CTBOJA MO3Tra,
arula3ud MO3OJIUCTOTO Teja, JIMCCOHIeMaTuy, MaXUrupuu,
runpouedamum. [latonorms opraHa 3peHus1 pa3HooOpasHa.
[Ipu oTAENbHBIX TEHETUUECKUX BapuaHTax OTMEYaroTCsl aHO-
manus Iletepca, MukpodTanbM, KarapakTa, KojodboMa pa-
IY>KKH, TUCTUIA3UsI CeTYATKU, TUITOTIIA3UsT 3pUTEIbHOTO Hep-
Ba, AUCIUIA3Ms CETYATKU, OCTATKU TUTIEPILIACTUYECKOTO Mep-
BUYHOTO CTEKJIOBUAHOIO Teja. Hannuue riaaykoMbl onvcaHo
MPH TIATU TEHETMYECKUX BapHaHTax 3TOM TPYMITbI 3a00/1eBa-
Huit: Tunax 1, 2, 3, 7 1 9 ¢ ayToCOMHO-pelieCCUBHBIM HacJie-
JMOBaHUEM, OOYCIIOBJIEHHBIX MyTalusiMu B reHax POMTI,
POMT2, POMGNTI, ISPD, DAGI. 3aboneBaHus XapakTe-
PUBYIOTCS TSIXKENBIM, MPOTPECCUPYIOLIUM TeueHUeM, rpyooit
3aepPKKON TTCUXOMOTOPHOTO PAa3BUTUSI M BOSHUKHOBEHHEM
CYIOPOXXHOTO CHMHIPOMA. BOJBIIMHCTBO OOJBHBIX YMUPAIOT
B TepBbIe Tofbl XU3Hu [9—11].

Cungpom Akcendenbaa-Purepa. Hannuue miaykombl
BCTpeyaeTcsl MPM YeThIpeX BapuaHTaXx CUHIpoma: Tum |
(OMIM: 180500), Turr 2 (OMIM: 601499), Turr 3 (OMIM:
602482) u ¢ orcyrcrBreM Mbiiii ra3a (OMIM: 109120). ITo-
MHMO TJIAyKOMBI Y OOJIbHBIX 0OHAPYKUBAIOTCS MHOXECTBEH-
Hbl€ TTOPOKU Pa3BUTHUSI Pa3IMYHBIX CTPYKTYp IJla3a: aHOMa-
quto Purepa, MpUAOrOHUOAMCIEHE3, XapaKTepU3YIOLIMIACs
TUIOTUIa3MeN paayXKKK, HATMUMEeM 3aJHero 3MOpHUOTOKCOHA
U npukperieHneM K JuHun [IBaabbe MpUKOpHEBOIl YyacTh
pamyXKy B BUIE IMapyca, KOpIKTONUe, noaukopueit. s
BCEX TUMOB cuHApoMa AkceHdesnbaa-Purepa xapakTepHbl
nucMopduueckue 4epThl JIMIa B BUIAE TMITOTIA3MU BepXHei
YEJTIOCTH, IITMPOKOM TEePeHOCUIIbI, MUKPOIOHTHM, a TakXkKe
KPUTITOPXM3M, TUTIOCTIAAUSI, aHAJBHBIA CTEHO3, BPOXICH-
HBII MOPOK Cepla, BPOXIEHHbIE aHOMAIMKU Oeapa, MyIroy-
Hasl U MaxoBasi TpbKU, JoJibyaTas mouka [12]. ¥ yactu 60J1b-
HBIX TUATHOCTUPYETCST HEUPOCEHCOPHAs TYTOYXOCTh Pasiiny-
Hoii crerieHu. [lpu cunmpome AxkceHdenbaa-Purepa tumna
3 0OHapyXMBAIOTCSl TaKxKe TUIOIUIa3usl YepBs MO3XKeuka,
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BPOXIECHHbIE Ne(GeKThl MEXMPEeNCepIHO Meperopoaku u
KJ1anaHoB cepaua [13], a mpu BapuaHTe ¢ OTCYTCTBUEM WU
TMIOTUIA3KEl MBIIIII TJ1a3a HaOJIOMA0TCsl YMCTBEHHAsI OTCTa-
JIOCTb M OTCYTCTBME MO30JIUCTOro Tea [12].

BoJe3nb manbix cocynos mo3ra (OMIM: 607595) Haciie-
JyeTcsl ayTOCOMHO-JOMUHAHTHO M BO3HMKAET B pe3y/IbTaTe
myTtauuu B reHe COL4A1, npoayKTOM KOTOPOTO SIBJISIETCSI
anbda-1ens KouaareHa 4 TUMa, BXOASIIEr0 B COCTaB CTEHKHU
MeJKHX cocynoB Mo3ra. OCHOBHbIE KIMHUYECKUE MTPOsIBIIE-
HUSI — TIOBTOPHBIE MIIEMUYECKUE WHCYJIBTHl TOJOBHOTO
MO3ra, MUTPEHM, PEeUUIUMBUPYIOLIME Tape3bl U Mapajinyu
JIMLIEBOro Hepsa, pexe cymoporu. [lpu nposenenun MPT
TOJIOBHOI'O MO3ra oOHapyxuBaeTcsl n1MdQy3Hask MepUBEHT-
pUKyJIsipHas JeiikosHuedanonatus [15]. MaTemiekT 0601b-
HbIX B OOJIBLIMHCTBE cilyyaeB He cTpaaaet. [latonorust opra-
Ha 3peHus], TOMUMO TJIayKOMbI, MOXKET BKJIIOYATh BPOXKICH-
Hble KaTapakTbl, MUKpOdTajibM, MMKPOKOpHEa, CHHEXUU
nepenHeil KaMephbl, KPOBOM3IUSIHUS B MaKyJISIpHOM oOJjac-
TH, M3BUTOCTh apTePUOJI CETYATKU, TUIIONMUTMEHTAINIO
[JIA3HOTO JIHA, MEPUNANMWUISIPHYIO aTpOo(hUI0 XOPUOUIIEH.

Cungpom SHORT (OMIM: 269880). Ha3zpaHue cuHapo-
Ma c(OpPMHMPOBAHO TIEPBBHIMU OYKBaMHU, BXOMASIIUX B HETO
CUMITOMOB — HU3KUIi pocT (S), mepepasrudaHue CycTaBoB U
nynoyHble rpbku (H), matonorus rmnas (O), aHomanust Pure-
pa (R) u napymenue mpopesbiBanus 3y6oB (T). Cunapom
HacJIeIyeTcs ayTOCOMHO-IOMUHAHTHO. ['eH, OTBETCTBEHHHBIIA
3a ero Bo3HUWKHOBeHUue — PIK3RI. Jletn poxaaloTcs C TU-
notpodueil M 3adep:KKOil pocTa, KOTOpasi COXpaHsIeTCs U
B ITOCTHATAJIbHOM TIepHojie. Pernctpupyercst oTctaBaHue KO-
CTHOTO BO3pacTa OT MacHOPTHOTO. XapaKTepHbI AU3MOPGhU-
YecKHMe 4YepThl B BUJE TPEYrojbHOro JIMIa, MUKPOTHATUU,
BBICOKOTO Ji0a C BBICTYMAIOUIMMKU OyrpaMu, TMIOIUIA3un
KPBUIbEB HOCa, IIMPOKOM mepeHocuilbl. [laTonmorus 3y0oB
MpeacTaBjieHa TMITOMOHTUEH, aHOMaJIMell TTpUKyca W Hapy-
LIEHWEM TEMITOB TPOpe3bIBaHUSI 3y0OB. Y 4YacTu OOJbHBIX
HaOI0AAI0TCs IMIOAUCTPOGUSI, TOHKAsl, MOPILMHUCTAsT KO-
’Xa, HapyllIeHNe TOJIEPAaHTHOCTH K IJTIOKO3¢ U 1MabeT, yCToM-
YUBBIA K MHCYJIMHY. [TaToNOrMs ria3 mposiBisieTcss aHOMa-
et Purepa, karapakTamMu U roiaykomoii [16, 17].

IOBeHmIbHAS TayKoMa ¢ MUKPO(TaTbMOM U MUKPOKOP-
Hea omucaHbl npu 8 cuHapomax: BapOypr mukportun 4,
Dnepca-danno, Tun 1 1 Tum 6, oKyIodalroKapIuoaeHTaTb-
HOM, HOTTel-HaJIKOJIEHHNKA, OKYJIOIepeOpOpeHATbHOM,
Hencu-XopaH 1 OKyJI0-ICHTOAUTUTATIBHON THUCIIIA3UN.

Cunapom Bapoypra mukpo tTuma 4 (OMIM: 615663) Ha-
cJenyercs: ayTOCOMHO-peliecCuBHO. OOYCIOBIIEH MyTaIIMsI-
mu B reHe TBCI120. Insg cuHapoma XapaKTepHBI BhIpaKeH-
Hasl OCTHATAJIbHAS 3a/lepKKa pocTa U MCUXOPEYeBOro pas-
BUTHUSI, MUKpolledanus, BpOXISHHAs! MbIILIEYHAs] TUITOTO-
HMSI, CMEHSIOIAsACS CMACTUYECKMM TeTparape3oM TIocie
rpynHoro Bospacta. [lpu mpoeneHun MPT rosoBHOrO
MO3Ta BBISIBJISIIOTCSI TUIOMJIAa3us MO30JUCTOTO Tejia, Mpo-
rpeccupytomias arpodust Mo3xkeuka 1 KOpbl, TOJTUMUKPOTH-
pust. Y G0JbHBIX MYXKCKOTO TI0JIa MOXET ObITh KPUIITOPXU3M
U TUTIOTIIa3uM MOIIOHKM. [laTtonorust 3peHust TOMUMO TJa-
YKOMBI MOXET MPOSIBISIThCS MTO30M BEPXHMX BEK, BPOXK-

JNEHHbIMM KaTapakTamu, Mporpeccupymolleit arpodueii 3pu-
TEJbHOTO HepBa, MUKPODTATLMOM U MUKpPOKOpHea [18].

Cunapom Daepca-J/lanno — reHeTUYECKU TeTeporeHHast
IpyIIa TaTOJOTUM Pa3IMYHBIX COEMMHUTENbHO-TKAaHHBIX
CTPYKTYp. XapaKTePHBIMA CUMIITOMAMU SIBJISIIOTCS THUITEP-
MOOWJIBHOCTb CYCTaBOB, TUIIEPPACTSKUMOCTD KOXU, CKOJIM-
03bl, KU(o3bl, MeIEHHOE 3aXKUBIEHUE paH ¢ (hopMupoBa-
HMeM ManupOCHBIX pyoLIoB. [Tpy HEKOTOPHIX TEHETUYECKUX
BapuaHTax Mo Mepe MPOorpeccpoBaHus 3a0omeBaHus Gop-
MMPYIOTCSI KOHTPAKTYPhl CYCTaBOB, YTO OOYCIOBJIMBAET He-
obxomuMocTh  UX  auddepeHInanbHON  TUATHOCTUKHU
C BPOXIEHHBIMU CTPYKTYPHBIMU MUOTATUSIMU. BO3HMKHO-
BEHMeE TJIayKOM OIMKMCAHO MPU IBYX FTeHETUYECKUX BapHaHTaxX
cuHapoma Diepca-Janno 1 u 6 Tunos [19]. O6a reHeTHUe-
CKMX BapuaHTa HacJeAyloTCsl ayTOCOMHO-PELIeCCMBHO. 3a
BO3HMKHOBeHUe cuHapoma | tuma (OMIM: 601776) oTtBet-
ctBeHeH teH CHSTI4, a 6 Tuma (OMIM: 225400) — ren
PLODI. Tlomumo kaTtapakThl Npu 1 TUIe CUHIpOMA aua-
THOCTUPYETCS] MUOIIHS BBICOKOM CTEITeHH, a Ipu 6 — Kepa-
TOKOHYC U Iepdopaiiysi poroBulsl [20].

OkyaodanuokapauoaeHTaibublii  cuaapom (OMIM:
300166). Tun HacmemoBaHusT — X-CIETUIEHHBI JOMUHAHT-
Hblil. 3a BO3HMKHOBEHME 3a00JieBaHMSI OTBETCTBEH TeH
BCL6. B cOOTBETCTBUM C I'€HETUMYECKON Kiaccupukaimei
9TOT CUHAPOM paccMaTpuBaeTcsl B IPyIIe MUKPOGhTalb-
MU, KOTopasl BKJIodaeT 13 reHeTnyeckux BapuaHToB. Cre-
JIyeT OTMETUTh HAJIMYME BBIPAXKEHHOTO KJIMHUYECKOTO I0-
JuMopdusMa cuHapoMa. CrieKTp TOPOKOB pa3BUTUS CTPYK-
Typ TIjJa3a ILIMPOKO BapbupyeT. MoryT oOHapyXuBaTbCs
MUKpo(TaabM, MHUKPOKOpHea, IITo3, Oaedapodumos,
BPOXIEHHbBIE KaTapaKThl, MEPBUYHOE THUIIEPILIACTHUECKOE
creksoBuaHOE Testo. [1aTonorus cepaua BKtoyaeT aedexTbl
MEXIIPEICEPAHOM, MEXKETYyITOUYKOBOU IEepEeropoaokK, Mpo-
JIaTIC MUTPAJILHOTO M a0PTaIbHOTO KJlarnaHoB, TeTpany Dan-
JIO U IEeKCTpoKapAuio. XapakTepHa 3afepxkka Mpope3blBa-
HUSI 3yOOB MJIM OJIUTOJOHTUSI. Y HEKOTOPBIX OOJIBLHBIX (hop-
MUPYIOTCSI MUKpoliedanrsi, YMCTBEHHAsl OTCTaJIOCTh U Hell-
pPOCEHCOpHas TYroyXocTb. B OOJIBIIMHCTBE cllyyaeB HaOJIIO-
JAIOTCS TUCMOP(MUUECKUE YepThl CTPOCHUSI — OOoJbllINe
aCUMMETPUYHBIC POTHPOBAHHbIC YIIHbIE PAKOBUHBI, MOJI-
CAM3UCTasl paclleJrHa Heba, BbICOKasl MepeHoculla, pac-
LIETUIEHHBI KOHYMK HOca, JUIMHHOE, y3KOe JIMIIO, YIIu-
HEHHBIN (UIBTP, a TaKKe KPUIITOPXU3M, IMYITOYHAsT TPbIXa
u aTpesus noas3aolHoi Koctu. [1pu nmposenenun MPT ro-
JIOBHOTO MO3ra OOHAPYKMBAIOTCS TUTOMNIa31UK 3pUTELHOTO
mnepekpecTa U MO30JUCTOro Teia. PocT GONBHBIX OOBIYHO
HeBbICOKUiA. [Ipy 3HAOKPUHOJIOTMUYECKOM OO0C/IeI0BaHUN
BBISIBJISIIOTCS TUIOTUPEO3 M HEIO0CTaTOYHAask aKTUBHOCTD
HaJIMOYeYHUKOB [21].

Cunapom Horreii-naakojennuka (OMIM: 161200) Ha-
cJeayeTcsi ayTOCOMHO-JIOMUHAHTHO, OOYCIOBIeH MyTallMsI-
MM B reHe LMXI1B. XapakTepu3yeTcsl TUIIOIUIa3ueil Wk OT-
CYTCTBUEM KOJICHHOW YallleYKU U OUCIOKALIMEN HATKOJICH-
HUKAa B COYETAHMWM C PA3JIMYHON TATOJIOTMEN HOTITEMH,
BIUIOTh JI0 MX OTCYTCTBUs. BosibHbIe OOBIYHO HEBBICOKOTO
pocTa, y HEKOTOPBIX M3 HUX BBISIBISIETCS arjasvs Majloi
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TPYJHOM MBILIIIBI, KBaJpULIEINca, Oulierca, TpUuerca, ania-
3151 MOYEK U HEMPOCEHCOPHasl TyroyxocTh. [Ipu odranbmo-
JIOTUYIECKOM OCMOTPE BBISIBJISTIOTCST aHOMAJIS TUTMEHTALIK
pamyXKu, KepaTOKOHYC, KaTapakTbl, MUKpO(MaKusi 1 riay-
Koma [22].

OkynoaenTomuruTaabnag aucmiasug (OMIM: 164200).
Tun HaciegoBaHMSI CUHAPOMA ayTOCOMHO-ITOMWHAHTHBIM.
OO6ycnosneH myrauusiMu B reHe GJAI. KnuHuueckast kap-
THHA BapuabesibHa M XapaKTepu3yeTcsl coueTaHueM IOopo-
KOB Pa3BUTHS 3yOOB B BHAE€ MUKPOJOHTHUM W TMIOIIA3UU
3yOHOI 3Mau, NalbleB KUCTel (CUHIAKTWINS 4—5 Tajb-
1IeB, KJIMHOAAKTWJIMU M YKOpOYEeHHUEe cpenHeil anaHTu
S masibla) U rja3 B BUae MUKpodTaibMa, MUKPOKOpHea, Ka-
TapakThl U I1ayKoMbl. Y 30% OONBHBIX BBISBISIETCS OYaro-
Basi HEBPOJIOTUYECKasi CUMIITOMAaTHKA — aTaKCHUsl, CTIacTh-
YeCKUI HUKHUI rapanapes, auzaptpus. Ha MPT rojoBHo-
TO MO3ra MOTYT BBISIBJSIThCSI KalbLM(PUKATBl B 6a3aibHBIX
TaHMIMSIX, TIEPUBEHTPUKYJSIPHAS MUETVHOINATHUS, TUTIEPO-
CT03 KocCTeil uepemna [23].

Okynonepeopopenaibhpiii  cunapom  Jloy (OMIM:
309000). Y maimeHTOB KpoMe IJIayKOMbl HaOII0IAeTCsl BPOXK-
NIEHHasl 3aHssl CyOKarcyJsipHasi KaTapakTa. XapaKTepHbI
YMCTBEHHasl OTCTaJIOCTh, TPOTPECCUPYIONIAs TaTOJOTHS
(DYHKLIMY ¥ CTPYKTYPHI TIOYEK, BBIpAXKEHHAsT MBIIIIEYHAsT TH-
MOTOHMSI, TOYeYHas HEIOCTATOYHOCThb, TPOKCUMATbHBII
alnI03 TTOYSYHBIX KaHAJbIIEB, aMUHOALIMAYPUS, TTPOTENHY-
pus, docharypus, HEBBICOKUI POCT, OCTEOMAISIIINS, BBIBUX
Oenpa, MaToJOTMYECKUE TIepeoMbl, CKOIMO3, KU(O3, TH-
MOIUIA3Usl SMAIM, MOJUIAKTUIUS, KPUMTOPXU3M. YCTaHOB-
JIEHO TIOBBILIIEHNE B AMHUOTUYECKOM KUIKOCTU M CHIBOPOTKE
KpOBM MaTepH ajibda-heTonpoTenHa. 2KeHIIMHBI-HOCUTEITb-
HUIIBI MOTYT UMETh 3aJHEKATICYJIIpHbIe KaTapakThl [24].

Cunzapom Henc-Xopan (OMIM: 302350). 3a6oneBaHue
HacjenyeTcs: X-CUEIUIEHHO JTOMWHAHTHO C HETOJIHOM Tie-
HETPAHTHOCTbBIO Y XeHIIUH. OOYCIOBAEHO MyTallUSIMU B Te-
He NHS. BonbHble MMeIOT crieuuduueckuit dpeHotun —
JUIMHHOE, y3KO€ JIMIIO, BBICTYMAIOUIMI HOC, KOPOTKHE, TOJ-
CThI€ MAJIBLIBI KUCTEH 1 CTOM, TOTIOTHUTEIbHBIE, KOHYCO00-
pasHbie pe3ibl. Y 80% mopaXeHHBIX MYXYMH OTMEYaloTCs
YMEpPEHHO BbIpaXkeHHast yMCTBEHHasl OTCTAJIOCTh U ayTU3M.
Y OoaplIMHCTBA OOJBHBIX AUArHOCTUPYETCS BPOXKIEHHAs
KaTapakTa U MUKpokopHea. [IpuMepHO y MOJTOBUHBI 00JIb-
HbIX hopmupyeTcs riaykoma [25].

Cunapom Bebep-Crioxx (OMIM: 185300). dnst 3ab6ose-
BaHUS TUMTMYHO HAJIMYME XOPUOUIATBLHOTO TeaHrnomMarosa,
IJTayKOMbI Ha CTOPOHE TeMaHTHoMaro3a Jinlia, Cyaopor, Te-
MaHTMOMATO3a [0 MEHbBIIEH Mepe NMePBOil BETBU TPOMHUY-
HOro HepBa, OJHOCTOPOHHEro, WHOTAA JIBYCTOPOHHETO
apaxHOMJAJILHOTO TeMaHTHoMaTo3a, aTpoGuu KOPhI TOJI0B-
HOTO MO3ra, 3aIep>kKKW YMCTBEHHOTO DPa3BUTHSI, MaKpoOlle-
¢anmuu. Ha KT rojmoBHoro Mo3sra ornpeaensitorcst Kaabiudu-
Katsl [26].

Cunapom ncesaonporepun (OMIM: 200130). [Tpenrona-
raeTcsl ayTOCOMHO-PELIECCUBHBIN TUIT HacleMOBaHUS, TeH
Heu3BecTeH. TUMMMYHBIMU CUMIITOMaMU 3a00JIEBaHUST SIBJISI-
I0TCS1 OTCYTCTBME OpOBei M PecHHUIl, MUKpoledanusi, crac-

TUYecKasl TeTparuierusi, KUCTbl LIeHOro oTaea MO3BOHOY-
HUKa, KJIIOBOBUAHBINA HOC U Iaykoma [27].

OcTeonucniaacTuyeckasi KapiMKOBOCTb, MHMKpouedamus
Tan 3 (OMIM: 210730) Haciaenyercsi ayTOCOMHO-PELIECCUB-
HO, Te€H He U3BeCTeH. Y BceX OOJbHBIX OTMEUaeTCs 3aIepkKa
BHYTPUYTPOOHOTO pa3BUTHsl. 3abojeBaHNe XapaKTepu3yeTcst
coyeTaHUWeM TIOPOKOB Pa3BUTHS MO3ra B BUIe MUKpoleda-
JIUU W TUIIOTUIA3MM MO3XKe4yKa, MbILIEYHON TUIIOTOHUM, YM-
CTBEHHOI1 OTCTAJIOCTH, JTUIIOAUCTPODUHU 1 HaHU3Ma. Y 00JIb-
IIMHCTBA OOJIBHBIX OTMEYAIOTCS AUCMOP(MUUYECKHE YepThl
B BUJI€ TUIIOMJIA3UU HUXHEN YEeTIOCTU, BBICTYMAIOLIUX JIOO-
HbIX OYyrpoB, MUKpPOTHATUU, apKOBUIHOTO Heba, OJMTOAOH-
TUU, KN(HOCKOIMO03a, TUITOCTIANNN, SKCTPOPUN MOYESBOTO ITy-
3bIpsI, KIIMHONAKTUINU, AeopManuu ctor. B GosblMHCTBE
cJlyyaeB OTMEYaeTcsl TSKeJIblii 0CTe0Nnopo3, OTCTaBaHUe KO-
CTHOIO BO3pacTa OT (PaKTUYECKOro, BHIBUXU Ta300€APEHHBIX
CYCTaBOB, TUIOILIA3MsI KOCTe Taza 1 KocomanocTb. [TaTomo-
rusl a3 MpeACTaBIeHa IayKoOMOii, KOJ0OOMOI XOpuouaeu
u atpocdueii 3puTebHOro Hepsa [28].

Cungpom Tumramm (OMIM: 218340). Tun HaciemnoBa-
HMSI CUHApPOMa — ayTOCOMHO-PELECCUBHBIN, BO3HUKAET
npu myTtauusix B reHe C/20RF57. Xapakrepusyercsi coueTra-
HueM rmopokoB pa3sutus LIHC, cymopor, MbIILIEYHOM THITO-
TOHUU, YMCTBEHHOM OTCTaNOCTU. TUMUYEH YepemnHO-IulLe-
Boil aucMopdusM (HaBUCAIOIIMK J100, UIMHHOE JHIIO,
JUIMHHBIA (QUIBTP, HU3KO TIOCAXEHHBIE YIIM, TUIIEPTENIO-
pusm). [laTtosnorus opraHa 3peHUs! COYETaHHAsI: OTMEUaeTCsl
CyOJIIOKCalIMsT XpYCTaMKa, KOJOOOMBI pamykKu, CETYaTKH,
COCYIMCTOI 000JIOUKHM U riiaykoma [29].

Axpomennyeckuii ¢poHTOHA3ANBHOI nu30cT03 (OMIM:
603671). 3abomeBaHNe HACIEAYeTCsT ayTOCOMHO-TOMUHAHT-
HO, 00YyCJIOBJIEHO MyTalusiIMi B reHe ZSWIMG6. Knunuue-
CKasl KapTUHA XapaKTepu3yeTcsl CoOUyeTaHueM MHOXKECTBEH-
HBIX TIOPOKOB Pa3BUTHSI TOJOBHOTO MO3Ta B BHIE Opaxulle-
anuu, sHuedanolene, rUNOMIA3MA MO3OJUCTOrO TeJa,
ruapouedanu, KUCThl MPO3pavyHOil EPeropoiKku, OTCYTCT-
BMSI TIepeIHel 101 Tunodu3a 1 000HSATEIbHOMN JIYKOBUIIBI,
MEPUBEHTPUKYJISIPHOIN TETepOTONMU C pacllleIMHONW Heba,
TUIIOIIa3uell HaJKOJeHHUKA W OOJbIIeOepIloBOi KOCTH,
MOJUAAKTUINEN, KoconamnocThlo. [laTtomorusi opraHa 3pe-
HMST XapaKTepU3yeTcsl TIayKOMOW, NMTO30M BEPXHMX BeK,
JIePMOMIHOMN KUCTON POTOBUIIBI, TUITOTUIA3KMEl 3pUTETHHOTO
HepBa. Y OOJBIIMHCTBA OOJIbHBIX OTMEYaeTcsl oaurodpe-
HUSI, @ TaKXKe CYIOPOXHBIA cuHapom [30].

Cunapom Myp-@enepmana (OMIM: 127200). Ipeamno-
JlaraeTcst ayToCOMHO-TOMUHAHTHOE HacieaoBaHue. ['eH He-
uszBecteH. KiimHnueckas kapTuHa XxapakTepu3yeTcsl coueTa-
HMEM CHMIMTOMOB HEMPOMOPLUOHATLHON KapJIUKOBOCTH U
MaToJIOTMU OpraHa 3peHusl B BUIE INIAYKOMBbI, KaTapakThl U
OoTCo¥Ku ceTyatku [31].

JuccermentanbHas kapimkoBocts (OMIM: 224400). Onu-
caH ayTOCOMHO-TOMWHAHTHBIA TUM HacjemoBaHus. ['eH He
u3BecTeH. 3abosieBaHUe SIBISIETCS TE€HETUYECKOMW JIeTalbIo.
TTpumepHO TOJIOBUHA [IETei POXKIAIOTCS MEPTBBIMU MM K-
BYT HECKOJIbKO MecsILIeB. 3a00IeBaHUE XapaKTepU3yeTcsi MHO-
JKECTBEHHBIMU BPOXIEHHBIMU TMOPOKAMU Pa3BUTHUSI: MUKPO-
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MeJIMYEeCKON XOHIPOAUCILIa3neit, ruapoHedpo3oM, TUIPOLIe-
danueii, pacliennMHoO Heba, YKOopoyeHueM pebep, KamITo-
TMAKTUINEH, KOHTPAKTypaMHM CYCTaBOB. Y BBDKUBIIMX JEeTeit
BO3HUKAET CyOIIOKCalnsl XpyCcTalnKa 1 miaykoma [32].

Cungpom Cruxiaepa tun 1 (OMIM: 108300) oTHOCUTCS
K rpymnme aproodranrpMmonaTuii. HacmemyeTcss ayToCOMHO
noMuHaHTHO. OOycnoBieH MyrauusiMu B reHe COLZAI.
[MauueHTsl MMeoT MaphbaHOUIHBIA TUM TEJIOCTIOXEHHS,
MpoJIanc MUTPAILHOTO KJaraHa, MATKYI0 CIIOHINI03M(U-
3apHYI0 JMCIUIA3UI0, CKOJMO03, K103, apaxHOAAKTUIUIO,
apTpoIaTuio, HelPOCEHCOPHYIO TyroyxocTh. [Tatomorus op-
raHa 3peHUs] XapakTepu3yeTcsl MPOTpeccCUpyollell MUo-
MNYeH, OTCIOMKON CEeTYATKMU, BUTPEOPETUHAIBHOW AUCTPO-
dueit, KaTapakToii, rimaykomoit [33].

Mykonosucaxapuno3 Ttuna IH; cunapom Typaepa
(OMIM: 607014). 3aboneBaHue M3 TPYIIIHI JTU30COMHBIX
0oJsie3Hell HAKOTUIEHHsI, HACeyeTCsl ayTOCOMHO-PELeCCUB-
HO U o0ycioBieHo myTauusimu B reHe /DUA. [lpusHaku 3a-
OoJIeBaHMSI CTAHOBSTCS OYEBUIHBIMU C 12—24-MeCSTIHOTO
Bo3pacra. B pesynbTare HakoIUIeHUSI MYKOTIOJIMCAXapuaoB
B Pa3IMYHbIX OpraHax U TKaHsSX BO3HMKAeT CHIXXEHUE POC-
Ta, OrpyoJeHue 4epT JIMla, MaKpoOrJocHsi, SHIOKapIaIb-
HBII (pUOP03IACTO3, YTOMIIEHNE MUTPAIBHOTO U A0pTallb-
HOTO KJIaTTaHOB, XpPOHWYECKasT 0OCTPYKTUBHAST 60JIE3HD JIbI-
XaTeJbHbIX TMYTeil, renaToCIUIeHOMETauusl, TYTOMOABK-
HOCTb CYCTaBOB, TIOMYTHEHHUE POTOBUIIbI, TJIAYKOMa, Jiere-
Hepalust ceTyaTKu. XapaKTepHbI TPOTrpecCcUpyrolias yMCT-
BEHHAasl OTCTAJOCTh, TpPEXIeBPEMEHHOE 3aKphITHE CATUT-
TaJIbHOTO 11Ba, ruapouedanus [34].

Cunapom baay (OMIM: 186580) 3aboneBaHue MaHUbe-
CTUPYET B MepBbIe 2 NeCITUICTHS XXKU3HU C TTOSIBJICHUS YBe-
uTta, upurTa, MyJbTU(hOKaIbHAS XOPOUIUTA, IJayKOMbI, Ka-
TapakThl. [T03Xe TOSIBISIOTCS CHUMITTOMBI TPaHyJIeMaTO3HO-
rO apTpWUTa, CMHOBUUT, TCHAMHUTA, IepMaTUTa U (HOPMUPY-
10TCsl crubaresibHble KOHTPAKTYphI MajbleB [35].

Cunapom Jloypu-Makueitn (OMIM: 600252). Tpenrmo-
JlaraeTcsl ayTOCOMHO-IOMWHAHTHBIN TUIT HACJIEIOBAHUS 3a-
6oneBanus. I'eH He Jnokanu3oBaH. KOBeHMIbHAS TTayKoMma
COYETAeTCsl C YMCTBEHHOM OTCTaJOCThl0, KPAHMOCHHOCTO-
30M, MUKpoledanneil BOTUbe MacTbI0 U BPOXIACHHBIM I10-
poxom cepmua [36].

Cungpom Cunrarona-Meprena 1 u 2 tunos (OMIM:
182250 1 616298). OGa reHeTUYECKMX BApUAHTA HACICAYIOT-
¢ ayTOCOMHO-IOMMHAHTHO M OOYCIIOBJIEHBI MYTaIUsIMU
B reHax IFIHI w DDX5S8. I1pu 3ToM CUHApPOME IOHOILLIECKasT
rJlayKkoMa coyeTaeTcsi C HU3KMM POCTOM OOJbHOTO, THUIOI-
Jla3ueil Mmovek, 3aIepKKOM Ipope3bIBaHUs 3y0OB, IOTepeit
MTOCTOSTHHBIX 3yOOB M3-3a KOPOTKUX KOPHEW, KaabIIU(pHUKa-
LIME A0PTaIbHOTO KJIAIaHa U IPYIHOM a0pThl, KapAXOMera-
JIMel, paccaoeHueM IYTU aopThl, OCTEONIOPO30OM, HeA0pas-
BUTHMEM BEpXHEW 4YeJIOCTH, YTOJIIEHMEeM CBOIa uepera,
IICOPMA30II000HBIMU BICHITTAHUSIMU Ha Koxe [37].

Cunnpom Akkepmana (OMIM: 200970) [4]. YcTaHOBNEHO,
410 3a00JIeBaHIE HACIIEMYeTCsS ayTOCOMHO-PEIIECCUBHO, OTHA-
KO TeH, OTBETCTBEHHBIIA 32 €T0 BOBHUKHOBEHNE, IO HACTOSIIIIE-
ro BpeMeHU He uaeHTHdUIMpoBaH. KinMHuueckas KapThHa

XapakTepu3yeTcsl  COYETaHWEeM  IOBEHWIbHOH  IJIayKOMbI
C BPOXIEHHBIMU CTUTMaMM TUCIMOPUOTeHe3a — TOJTHOM Bep-
XHel Ty00ii, TOJICTBIM M IIMPOKUM I'yOHBIM XKEJI00KOM, Taypo-
JOHTHU3MOM (KOPOHKM 3y0a YBEeJMYEHbI, 8 KODHU — yMEHbIIIe-
Hbl), MMpaMUAATIbHON (hOpMOIi KOpHeii 3y0oB [38].

3akiouenue

Takum oOpa3oM, K HACTOSILIEMY BPeMEHM WACHTU(DULIN-
poBaHO 0OoJiee TpeX JECSTKOB MOHOTEHHBIX 3a00JieBaHUN U
CUHIPOMOB, MAaHU(ECTUPYIOLIMX C POXIEHUS WIN B IETCKOM
U IOHOLLIECKOM BO3pacTe, B KJIMHUYECKON KapTUHE KOTOPBIX
oTMevaeTcst miaykoma. DopmupoBaHue TIayKoMbl B 72,2%
cJlyyaeB BO3HUMKAET MPW HACJIEACTBEHHON MaTOJIOTUU, TIPOSIB-
JIIOLIENCS HEBPOJIOTUYECKON CUMITTOMATUKON U YMCTBEHHOM
OTCTAIOCTBIO. JI0OCTaTOYHO YacTo y OOJIbHBIX OTMEYAIOTCS AU3-
MophUUeCKHe YepThl CTPOSHMS JIMIla, MUKpoLedanus, cKe-
JIETHbIE aHOMAJIUM U TIaTOJIOTUSI CyCTaBOB. TsKeCTbh M Bapua-
0eTbHOCTh KIIMHUYECKUX MPOSIBJICHUI HACTIECTBEHHBIX 3200~
JIEBAHWI Y CUHAPOMOB C BPOXK/IEHHOW WUJIW IOHOLIECKOM IJ1ay-
KOMOI yKa3bIBalOT Ha HEOOXOAUMOCTDb MX PaHHE TMarHOCTH-
KU, KOTOpasi TpeOyeT KOMITJIEKCHOTO O0CeOBaHMsI MallieH-
TOB Y 0()TaJIbMOJIOrOB, NIEAMATPOB, HEBPOJIOIOB, OPTOIIEIOB.

Bepudukanmy reHeTHUECKOro BapuaHTa HeoOXoauMa He
TOJIbKO JUISl ONpeNe/IeHsT XapakTepa TeueHus 3a00JIeBaHusT U
criocoba Tepanuu, HO ISl MPOMWIAKTUKYA BOZHUKHOBEHUSI
TOBTOPHBIX CJTy4aeB 3a00JI€BaHUSI B OTSTOLLEHHBIX CEMBbSIX.
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