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TEHETUYECKHUE ACHTEKTHI OJIb®AKTOT' EHUTAJBHON
AUCIIVIAZUA (CUHAPOM KAJIJIMAHA)

Annomayusn: cunopom Kanimana (onvgpaxmozenumanvHas OUCHIA3USL) A8Ts-
emcst peOKUM HACAeOCMBEHHbIM 3a00/1e8aHUeM, XAPAKMePU3VIOUWUMCS HapyueHuem
NOJI08020 PA36UMUSL U AHOCMUEN, BO3HUKAIOWUM BClle0Cmaue dehexmos muepayuu
HEUPOHAbHBLIX — KIEeMOK,  8blpadamvléaiomyux  20HAOOMPONUH-PUTUIUHE-2OPMOH
(I'nPl). B cmamve paccmampugaromes eenemuyeckue adcnekmol 3a001e8aHuUs, 6K~
yas uoenmugpuxayuro cena KALIG-1, komopuiti uepaem Kirouesyro posib 8 peyiayuu
MUpayuu HetupoHos, U e20 C653b ¢ HaciedyemviMu popmamu 3aboreéanus. Onucanue
KIUHUYECKUX NPOSGIEHUL CUHOPOMA BKIIOUAem NEPBUUHYI0 AMEHOPEN ) HCEHWUH U

2UNO2OHAOUSM Y MYJCHUH, a makKoice conymcemeyrowue dadHomaiuu, maxKue Kak
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2UNONNA3US AUYEK, HAPYULEeHUS. PA36UMUSL MOYENO0JI080U CUCEMbL U HEBPON02UYECKUe
paccmpoticmea. O6CyxHcoaromes makice 2OpMOHANbHbIE 0COOEHHOCMU CUHOPOMA,
BKIIIOYASL CHUDICEHUE YPOSHell Ttomeutusupyrowe2o 2opmona (JII), gpornuxyrocmumy-
nupyrougeco eopmona (PCI) u nonoswvix cmepoudos, a makice Cmamucmuka pacnpo-

cmpaHeHHocmu 3a00/1€6aHUA.

Kntoueswie cnosa: cunopom Kannimana, onvghakmozseHumanvHas OUCniasus, 2ex
KALIG-1, cunoocmus, anocmus, nonosas ouc@yHkyus, ceHemuyeckue aHOMAauu, 2op-

MOHAJIbHbLE HADYULEHUA, HCZCJZ@@OGCIHM@, 2UNO2OHAOU3M.

B 1944 rony F. J. Kaliman B coeii pabote «[ eHeTHYeCKre aclieKThl IEPBUYHOTO
€BHYXOUAM3Ma» BIIEPBBIE ONUCATl CUHAPOM, XaPAKTEPU3YIOIIUICS 3aI€PKKOU UITU OT-
CYTCTBHEM IOJIOBOTO PA3BUTHS U AHOCMUEN, KOTOPBIM MO3KE CTaJl U3BECTEH KAK CUH-
apom Kamnmana (onbhakroreHuTanbHas qucriasus) [1; 2].

CunapoM pa3BUBAETCS BCIEICTBUE HAPYIICHUS MUTPAllMU HEUPOHAIBHBIX KJle-
TOK, BBIpA0ATHIBAIOIIMX TOHAAOTPONUH-pUiIn3uHr-ropmon (I'uPT’), u3 menmnanbHON
0J1b(haKTOPHOM 30HBI FOJIOBHOI'O MO3Tra B IPEONTHUYECKUE AIpa runoraigamyca. Ha ce-
TOJIHALIHUN IEHb YCTAHOBJIEHA CBSA3b MEXAY PAa3BUTHEM OJIb(PAKTOr€HUTAILHON JUC-
IUTa3UW U MyTallMei TeHa, pacriojoKeHHOro B obsactu p.22.3 X-xpoMocombl. Brisic-
HUJIOChH, YTO ATOT PETHOH, JJIMHA KOTOPOTO COCTABIISIET 6/ ThIC. Map OCHOBAaHMUA, 3HA-
YUTEJIbHO YMEHBIIECH Y NAlMEHTOB ¢ CuHApoMoM KamiMaHa, u nmo3Hee ero Ha3pajau
ADMLX (adhesion molecule-like from X-chromosome) [3]. [To3aHee ObLT BBIACICH
koMIieMeHTapHbiid yyactok JJHK s atoit o6nactu, u red ObuT MACHTU(PUIUPOBAH
kak KALIG-1 (Kaliman syndrome interval gene 1) [4]. Ananu3 aMMHOKHCIOTHOM 11O~
CJIEIOBATENIbHOCTH TMPENoIaraeMoro 0enka mokasaj ero roMOJIOTHIO C MOJIEKYJIaMU
aJre3uy HEPBHBIX KJIETOK, KOTOPbIE UTPAIOT BAKHYIO POJIb B PETYJISILIMU PA3BUTHUS U
MopdoreHeza HepBHOM TKaHu. IIpeanomaraercs, uro KALIG-1 Moxer xoaupoBaTh
HOBBIM THUIT HEHPOTEHHOTO MHUTPAIMOHHOTO (hakTopa. 3a0o0JieBaHHE UMEET TPU BapH-
aHTa HacJeqoBaHus: X-CUEIJICHHbIN, 8y TOCOMHO-JIOMUHAHTHBIN U ayTOCOMHO-PELEC-

CUBHBIH [5; 6].
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Knuanueckn onb(akToreHuTampHas TUCIIa3us y )KSHIIWH MPOSBISETCS IEPBUY-
HOW aMeHopeell U, Kak CIeJCTBUE, MepBUUHbIM OecruioaueM. [Ipu ocMoTpe MOXKET
OBITh BBISIBJICHO TEJIOCIOKEHNE EBHYXOUIHOTO TUIIA, & TAKXKE PEAKO — YMEPEHHOE pa3-
BUTHE MOJIOYHBIX jKeJie3. Y My>KUMH HaOJto/1aeTcs TUIOIIa3us TMYeK, K MOJAPOCTKO-
BOMY BO3pacTy (GOpMHUPYETCS €BHYXOMIHAsI BHEUTHOCTH (BBICOKHI POCT, SUYKH Ma-
JICHBKOTO pa3Mepa, MHPaHTWIHHBINA IMOJIOBOW YJI€H, OTCYTCTBHE BTOPUYHBIX TTOJIOBBIX
IIPU3HAKOB).

['mmoocMus Wi aHOCMHUSI — 3TO COMMYTCTBYIOIINE CUMIITOMBI 3a00/1€BaHus, 00Y-
CJIOBJICHHBIE YaCTUYHOM WJIU TOJHOM areHe3neil 0OOHSTENbHBIX JTYKOBHUIL U OJb(hak-
TopHOrO TpakTta. Heiiponsl, BeipabatsiBatomrie ['HPI, Taioke kak U 0OOHSATEIHHBIC
HEUPOHBI, B MpOlIecCe IMOpUOTreHe3a pa3BUBAIOTCS B 30HE 0J1b()aKTOPHOU IJIACTUHKH,
IIOCJIE YETO MUTPUPYIOT, IIEPECEKAIOT SITMOUJAIBHYIO IUIACTUHY U HAIPABJISIOTCS B
pa3JIMuHbIe YY4acTKU Mo3ra. [{is HopManbHOTO (JOPMUPOBAHUS OOOHSITEIBHBIX JTYKO-
BUI] BAXKHO, YTOOBI 0JIb()aKTOPHBIE HEHPOHBI KOHTAKTUPOBAJIM C IEPEAHUMU OTICTaMU
mosra. Heliponsl, BeipabaTeiBatomue ['HPI', Murpupyror Ha 3HaYUTENBHO OOJBIIHE
paccrostHus. MccnegoBaHus, MpOBOAMBILMECS Ha AMOpUOHAX ¢ cuHApoMoM Kai-
MaHa, MoKa3aji, YTO U HeUpOoHbI, cekpeTupytomue ['HPT, u akcoHbI 0J1b(aKTOPHOTO
TpakTa (OPMUPYIOTCS HOPMAJIBHO, OJTHAKO MX MUTPAIMs 3aBEpPIIACTCS MPEKIeBpe-
MEHHO, B Tpejienax 000JI04eK MO3Ta, U HEHPOHBI HE JOCTUTAIOT CBOMX HOPMAJIbHBIX
KOHEUYHBIX PacIoJIOKeHu# [7].

Knunnueckue nposiBiieHusa cuHapoMa KamiMana MOTYT 3HAYUTENIBHO BapbUPO-
BarbCA. [lanmeHTsl U3 OJTHOM CEMBbU MOTYT UMETh Pa3HbI€ CUMIITOMBI, OT JIETKOW aHOC-
MUU, 00HAPYKMBAEMOH TOJIHKO C MIOMOIIBIO CIIEIUATBHBIX TECTOB, 1 HOPMAJILHOTO T10-
JIOBOTO Pa3BUTHSI, 10 BRIPAKCHHOM aHOCMUU U TITyOOKOTO TUIIOroHaau3Ma. B penkux
CIy4asix TUIIOTOHAJU3M U aHOCMUS MOTYT COITPOBOXKIATHCS APYTUMU I€HETUYECKUMHU
AHOMAJIMSIMHM, TAKUMH KaK CIIACTHYECKAs Maparuierus, riayxoTra, TOpPU30HTAIbHBIN HU-
cTarM, HapyIlIeHHUs IIBETOBOIO 3pEHUs, He3apalleHue Heba W BEpXHEW 4eNIoCTH, a
TaKXe 3a/IEP>KKa YMCTBEHHOT'O pa3BUTHA. MHOTHE U3 3TUX aHOMAJIUM CBSI3aHBI C HAPY-

MCHUAMHA Pa3BUTUA MHUHAAJICBUJIHOI'O TpPaKTa. Takxe BO3MOKHBI CHUMIITOMBI,
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CBSI3aHHBIC C AHOMAIUSIMH MOYETIOJIOBOM CHCTEMBI, TAKUE KaK areHe3us MOYeK, MOJ-
KOBOOOpa3Has MoYKa ¥ KPUIITOPXU3M y My>kuuH [8; 9].

[Tpu TOpMOHAIBHOM HCCIICOBAaHUH Y JKCHIIUH OTMEYACTCS MOHMKCHHBIA YPO-
BEHb JtoTenHusupymoiero ropmona (JII'), dommukynocTUMYIUPYIONIETO TOPMOHA
(®CT') u acTpaanona, a y My>K4YUH — TECTOCTEPOHA, IIPU ITOM YPOBEHb IIPOJAKTUHA B
KPOBHU OCTAETCs B Ipe/ieJiaX HOPMBI.

[Io naHHBIM pa3NMUYHBIX HCCIEAOBaTeNIel, CUHAPOM BCTPEYAETCS MpEUMYIIe-
CTBEHHO Y My>X4rH. HacToTa ero pacCiipoCTpaHEHHOCTH B MOMYJISAIIMH 110 TaHHBIM Pa3-
HBIX aBTOpOB cocTaBisieT 1 ciyyait Ha 10 000 y myxunn u ot 1 cinydas va 50 000 mo
1 na 80 000 y keHIIHH.

Cunapom Kannmana npeactanisieT co00i Cl10XHOE 3a00JIEBaHNE C MHOKECTBOM
KJIMHAYECKUX TPOSIBJICHUM U T€HETMYECKUX acleKTOB. JIMarHocTHKa BKIIIOYAET HE
TOJIPKO TOPMOHAJIBHBIC UCCEAOBAHMS, HO M TEHETHIECKOE TECTUPOBAHUE JIJIST BBISB-
nenus mytamuid B TeHe KALIG-1, 9To MoXeT moModh B OTpe/Ie]ICHUN HACIIEICTBEH-
HbIX ¢opm OosiesHn. HecMmoTpst Ha peakocTh 3a00JieBaHUsI, €r0 CBOEBPEMEHHAs J1a-
THOCTHKA W JICUCHUE UMEIOT BAKHOC 3HAYCHHE IS YIIYUIICHUS KadeCcTBa KU3HM Tia-
IIUEHTOB, OCOOEHHO >KCHIIUH, CTPAAAIONINX OT MEPBUYHON aMeHOpeu W OECTLIONHSL.
IToHnMaHue MOJICKYJISIPHBIX MEXaHU3MOB 3a00JICBaHMS CIIOCOOCTBYET pa3paboTke 0o-
nee 3(OPEKTUBHBIX METOAOB TEPANMH U TE€HETUYECKOTO KOHCYJIbTUPOBAHUS, UTO OCO-

OCHHO BaXKHO JJI CEMEU ¢ PUCKOM TIepeiauu CHHAPOMA.
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