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B 1944 r. F. J. Kaliman B pa6ote "l'eHeThyeckume
acrekTbl MepBUYHOrO eBHyxomau3ma" Briepsble OMu-
ca/l CMHAPOM, XapaKTepusyroLLMIACca 3afepXKKOoin unm
OTCYTCTBMEM MO/IOBOr0 PasBUTUA U aHOCMMWEN, BIO-
CNeAcTBMM MNOMYYMBLUMIA Ha3BaHWe cuHgpoma Kann-
MaHa (onbakToreHuTanbHas gucnnasus) [3, 4].

[aHHbIi CMHOPOM pa3BMBAeTCH BCNEACTBUE Hapy-
LIEHNUA Murpauuy HelpoHanbHbIX THPI (roHagoTpo-
MUH-PUIN3UHT-TOPMOH)-MPOAYLMPYHOLLMX K/IETOK U3
MeAMaibHON 0/b(aKTOPHOM 30HbI FO/IOBHOMO MO3ra B
MpeonTnyeckKue aapa runoTanamyca. B HacTosLee Bpe-
MS [OKa3aHa CBA3b PasBUTUA OJb(AKTOreHUTaIbHOA
AMcnnasvun ¢ MyTauyeli reHa, IOKanuU3yoLLerocs B pe-
rMoHe p.22.3 X-XpomMocombl. OBHapYXeHO, YTO yKasaH-
HbIli PErvoH AIMHOA 67 T. N. 0. CYLUECTBEHHO YMEHb-
LLEH Y /L, C CUHAPOMOM KansiimaHa v BnocneAcTBuy OH
6b1n HazBaH ADMLX (adhesion molecule-like from X-
chromosome) [1]. B fanbHeiiwem 6bis1a BblaeneHa KoM-
nnemeHTapHas AHK ansa atoii 061acti U reH UaeHTu-
(uumposaH kKak KALIG-! (Kaliman syndrome interval
gene 1) [2]. AHanu3 npegnonaraeMoil aMMHOKMCIOTHOM
Mnoc/efoBaTe/lbHOCTM 6enka BbISIBU TOMOJIOTMYHOCTb C
MOJEKy/1aMV afire3ni HepPBHbIX K/IETOK, KOTOpble Urpa-
tOT BXHYIO POJib B PErynaLmy pasBuTus n MopdoreHe-
3a HepBHOW TKaHW. Mpegpnonaraetcs, 4to KALIG-] mo-
XXET KOAMPOBaTb HOBbIA TWUM HEWPOreHHOro Murpaum-
OHHOro (phaktopa. 3abofieBaHVe UMEET TpW BapuaHTa
HacnefoBaHWs:  X-CLEMN/IeHHbIN,  ayTOCOMHO-LOMM-
HaHTHbI, ayTOCOMHO-peLeccuBHbIN [5, 6].

KnuHMYeckn onbhakToreHuTaslbHas gucniasus y
YKEHLLMH NPOSIBNSETCS MEPBUYHOM aMEHOpeein M Kak
CNeAcTBMEe — NepBUYHBIM Gecrinoguem. Mpu ocMoTpe
MOXET ObITb BbISIB/IEHO TENOC/IOXKEHNE EBHYXOULHOTO
TUNa, pefKo HabnoaaeTcs yMepeHHOoe pas3BuThe Mo-
NOYHBIX Xene3. Y MyXYUMH — TrUnonasnpoBaHHble
AVYKK, K NMOAPOCTKOBOMY BO3pacTy (POpMUpyeTcs es-
HYXOW/Has BHELUHOCTb (BbICOKWUIA POCT, AUYKM Npeny-
GepTaTHOro pasmepa, MHMaAHTUbHbLIV MONOBOI YNEH,
MOJIHOE OTCYTCTBME BTOPUYHBIX MOJIOBLIX NMPU3HAKOB).

"'MnoocMusa NN aHOCMUA — COMYTCTBYHOLLMIA CUM-
nTom 3ab0neBaHns, BCMEACTBME YACTUYHOW WX NON-
HOI areHe3nn 0BOHATENbHbIX IYKOBUL, 1 O/ib(aKTop-
HOro Tpakta. HelipoHbl, cekpeTupytowme MHPI, Tak
e KaK 1 0/1b(aKTOpHbIe HeipOHbI, B Nep1og aM6puro-
reHesa (hOpMUPYHOTCS B 30He O/b(aKTOPHOM NaacTu-
Hbl, & 3aTeM COBMECTHO MWIPUPYHOT, Mepecekas 3T-
MOWA&/IbHYHO MNACTVHY, B pas/INyHble OTAE/bl MO3ra.
KOHTaKT 0/1b(aKTOPHbIX HEPOHOB C NepegHUMK OT-
[enamy Mo3ra Heo6xoauM A/l HOPMa/lbHOr 0 Pa3BUTUSA
060HATENbHbIX NYKOBULL. ["HPI -HEeMpPOHbI MUTPUPYIOT,
npoxoas 6onee 3Ha4MTENbHOE PaCCTOAHWE, LOCTUras
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npeonTuyecknx agep runotanamyca [11, 13]. Wccne-
[0BaHVs, MNPOBOLMMbIE Y 3MOPUOHOB C CUHAPOMOM
KannwaHa, nokasanu, yto un [HPI-cekpeTupytoLme
HEMPOHbI, 1 aKCOHbI O/b(AKTOPHOro TpakTa hopmMu-
PYHOTCA HOPMa/IbHO, HO MUTpauUus VX 3aKaH4MBAEeTCs
npexaeBpemMeHHo, B npedenax 060/104eK MO3ra, U
HEMpPOHbI He LOCTUraltT UX HOPMaslbHOV KOHEYHOW
nokanusauun [14].

KnuHnyeckne npossneHns cuHgpoMa KannmaHa
MOryT 6bITb LOCTATOYHO BapuabeibHbIMU. [axe 60/1b-
Hble B OHON CemMbe MOryT MMeTb pasHble KMHU4e-
CKUWe MPOSIBMIEHNS: OT SIErKOM aHOCMUK, BbISBISAEMON
TO/IbKO C NMOMOLLBHO CreumasibHbIX TeCTOB, U HOPMaslb-
HOrO MOM0BOr0 PasBUTUA 4O BbIPaXKEHHO aHOCMUM W
rny6boKoro runoroHagmsma. B pegkmx cnyyasx runo-
rOHaf4M3M 1 aHOCMUS MOTYT COYeTaTbCst C APYruMm re-
HETUYECKUMM aHOMaIMAMMW: CnacTUYeckue naparsie-
rUW, TNyX0Ta, FOPU3OHTA/IbHBIA HUCTArM, HapyLleHUs
LIBETOBOIO 3peHusl, HesapalleHne Heba n BEpPXHEN ry-
Obl, 3aflep>Xka YMCTBEHHOrO pa3sBuTuUsA. MHorve u3
3TMX aHOMa/IMil CBA3aHbl C MOPOKOM pPasBUTUA MUH-
[aneBUHOro TpakKTa, YTo npeanonaraeT ceAsb 3abone-
BaHWS C NOPOKOM pa3BMTUA 3TON 061acT. BO3MOXHbI
Takke CUMNTOMbI, CBSA3aHHbIE C MOPOKOM pasBUTUA
MOUYEro/I0BOW CUCTEMbI: areHe3us no4vek, NoAKOBOO6-
pa3Has Moyka, Kpuntopxmsm y MyxuuH [10, 15].

Mpy ropMOHaIbHOM WCCMEf0BaHUN  BbIABNAKOT
HW3KOE COfAepXXaHue JITEVHU3NPYIOLWEro ropMoHa
(M), donnukynoctumynupytowlero ropmoHa (PCr) u
acTpaguona y XeHWUH W TECTOCTEPOHA Y MYXKUMH,
HOPMaJIbHbIN YPOBEHb NPOSIAKTUHA B KPOBM.

Mo [aHHbIM pas/IMyHbIX aBTOpPOB, 3abosieBaHMe
BCTPeYaeTCA MNPEUMYLLECTBEHHO Y MY>XKUMH, 4acToTa
BCTPeYaeMoCTn B MOMNyALMmM, No faHHbIM PasHbIX aB-
TOpoB: y MyXuuH 1:10 000, y xeHwwmH ot 1:50 000 o
1:80 000. B cBfi3n C peKOI BCTPeYaeMOCTbIO 3TON Ma-
TOIOTUN Y >KEHLMH MPUBOAMM OMUCaHWNE K/IMHWUYeE-
CKOro cfyyas.

B oTgeneHne HePO3HLOKPUHOMOMMN SHAOKPUHO-
NOTMYECKOro HayyHoro ueHTtpa PAMH 14 mapta 2005 T.
rocnutainsvposaHa nauuveHTka A., 33 fieT, Xu-
TefibHMUa CaHkT-IMeTepbypra, ¢ AMarHo30M: "nepeuy-
Haa ameHopes". pu NOCTynAeHNV npeabasaana Xa-
No6bl Ha OTCYTCTBME MEHCTpyauwii, 6ecnsogye.

3 aHamHe3a yCTaHOB/IEHO, YTO CaMOCTOSATE/bHbIX
MEHCTpYauUuii HUKOrAa He OblNo, NO MOBOAY YEro He-
OAHOKpaTHO obpalanack K ruHekonory. C 21 roga He-
PerynspHo nosyyana 3aMecTUTe/IbHyH0 rOPMOHa/IbHYHO
Tepanvo MepPCUIOHOM C MeHCTPYyaslbHONOA06HON pe-
akuuen. HeobxoaumMo OTMETWUTb, UTO aKTUBHO Mauu-
eHTKa Ha aHOCMMIO He XKasioBanackb. Mpu ueneHanpas-



JIeHHOM paccrnpoce, Korga rno faHHbIM npeLsapuTesib-
HOro 06c¢neaoBaHnsA 6b110 OYEBUAHO, YTO Y NaLMEHTKM
MMeeT MeCTO TUNOroHaZoTPOMHbIA  FUNOroHaAu3M,
HaMW BbIfIB/IeHA aHOCMUA (HanprMep, nauueHTKa He
OT/IMYaeT 3amax >KapeHOM KapTOLKM OT GeH3uHa).
Take Mpy akTUBHOM paccrpoce BbISBIEHO, YTO MMe-
eTcqd aHoCMKS Y 6abyLiKM MO0 MaTepUHCKON NHUN,
nepBMYHas ameHopes y cectpbl. pu o6cnefoBaHNM B
2003 1. N0 MecTy XWUTeNbCTBa Ha 5-i AeHb NHAYLIMPO-
BaHHOr0 MeHcTpyasnbHOro umkna: ®CI 1,84 EA/n
(1,9—-11,6), Ar 0,12 EA/n (2,5—12), nponakTvH
48,2 ME/n (90—540), ynbTpa3ByKOBOe WcCnefoBaHne
(Y3W1) opraHoB Masioro Tasa — MpU3HaKy rmnoniasvm
mMatku. Tlpu  MarHMTHO-Pe30HaHCHOW ToMorpaduu
(MPT) ronoBHOro mosra faHHbIX 0 Ha/IMYUn afeHOMbI
He nonydyeHo. KapuotunuposaHue: Kapuotun 46 XX.

O6bekTUBHO: COCTOAAHME MaUMEHTKN NPK MOCTyn/e-
HUW yOoBfeTBopuTensHoe. Poct 169 cm, macca 67 Kr,
nugekc maccol tena (MMT) 23 kr/m2 OcobeHHOCTH
06BLEKTUBHOMO CTaTyca: aHOCMUS, TeNOC/OXEHNUE HOp-
MOCTEHUYECKOe, ONpesenisfieTcs BbiCOKas Tanus, cnabas
MUrMeHTaLms opeosia MOMOYHbIX >Xenes, HefoCcTaTou-
HO€e OBOJIOCEHME MOAMbILLEYHOR 1 NOGKOBOW 061acTeil.
ApTepuansHoe gasneHne 115/70 mm. pt. cT., UCC 70 B
| MuH. LLinTOBMAHAA XKenesa npu nanbnauum He yse-
NINYeHa, MNIOTHO3MACTUYECKOW KOHCUCTEHLMK, OfHO-
POAHON CTPYKTYpbI, 6€3601e3HEHHAS.

KnuHuyeckni aHanms KpoBu 1 Moun, GUOXMMMYe-
CKOe uccrefioBaHe KpoBuM — 6e3 naTonoruu.

"OpMOHa/IbHOE MCCNefoBaHNE Ha 5-11 fileHb UHAYLK-
POBaHHOrO MeHcTpyanbHoro uukna: S < 0,1 (Hopma
11—11,6), ®CI < 0,1 (Hopma 2,8—11,3) mMEA/Mn,
actpagmon < 0,07 (Hopma 0,11—0,73) HMOAL/N1, Nponak-
™H — 110 (Hopma 40—530) MMEZA/N.

Y3W opraHos manoro Tasa: martka B anteflexio
3,9 x 2,7 x 3,7 cM. AnviHa wwelikn maTtkn 2,8 cM. DH-
nometpuin 0,1—0,2 cm, "NIMHENHBIA". AVYHUKN He BU-
3yanu3npytoTca. 3ak/louveHune: rUnoniasns mMatku u
ANYHUNKOB.

OCMOTp rMHeKonora: OBOJIOCEHME MO XEHCKOMY TUMY.
Mo/0YHbIe Xenesbl MArkue, BblaeneHunii HeT. Status gen-
italis: Hapy>Hble M0/0Bble OpraHbl PasBuTbl NPaBUILHO.
Knutop HopmMasibHbIX pasmepos. "CumnToma 3payka”
HeT. BbigeneHus cnmanctble. Llelika mMaTKu 06bIYHOA
KOHCMCTeHUMN. Teno matku B anteflexio. MaTka He60/b-
was. Mpugatky OTAENBHO He NasbnupyoTcs.

MPT ronosHoro mosra: HeO4HOPOLHOCTb CTPYKTYpbI
ageHorunogusa. JaHHbIX 0 HAMYMUM afeHOMbI TUMo-
(m3a HeT. TllpuLenbHOE unCCnefoBaHWe COCTOSAHUA
000HATENbHBIX TYKOBUL, He MPOBOAUIN BBUAY 3HAUU-
TenbHOM npogomkuTensHocT MPT (HecKonbKo Ya-
COB) W HU3KOW MH(OPMATMBHOCTK, YTO CBS3aHO C Ma-
nbivmn pasmepamu bulbus olphactorius.

Mo [aHHbIM [BYX3HEPreTuyeckoih PEeHTreHOBCKOM
[EHCUTOMETpUK Ha annapate "Prodigy" KOCTHOW AeHCK-
TOMETPUM, YMEPEHHbIN OCTEOMNOPO3 NOACHUYHOTO OTZeNa
MO3BOHOYHMKA B LenioM (M-kputepuid max = -3,1). Oc-
TEONeHNs MNPOKCMMASIbHOro OTAena OGefpeHHOR KocTw
(T-KpuTepuid B Lelike 6epeHHOI KOCTU paBeH -2,4).

Ha ocHOBaHWW [aHHbIX aHamHe3a, HacnefCTBEH-
HbIX ()aKTOPOB 1 rOPMOHa/IbHBIX UCCNe0BaHWIA yCTa-
HOB/IEH [MarHo3: CYHAPOM KasisiMaHa; runoroHaso-
TPOMHbINA FUNOTOHAAN3M; ameHopes |; aHoCcMust; Tu-
MoroHaga/bHbIA OCTEONOPO03 C MPEUMYLLECTBEHHbIM
MOPaXKeHVEM MOSACHUYHOIO OTAena No3BOHOYHMKA.
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MaumneHTKe peKOMEHA0BaHbI Npenapartbl KanbLms 1
BuTaMuHa D3, 3aMecTuTeNlbHaa Tepanusa 3CTporeHamu.
BBKAYy TOrO YTO OCHOBHOWM LieNbl0 0OpalLeHns nauu-
EHTKM ObINI0 BbISICHEHWE NPUYNH 6ecnioans, fanbHel-
Lee o6cnefjoBaHVe C Lenbio OnpefeneHns reHetude-
CKMX MapKepoB, OTBETHON peakuuy AUYHUKOB Ha 3K-
30TEHHYH0 TOHAZOTPOMHYK CTUMYNALMIO MNaLUeHTKe
OyayT NPOBOAWTL MO MECTY XXWUTENbCTBA C MOC/eAyHo-
MM HabNOeHNEM TMHEKONora-aHAoKpUHoMora.

B cxeme neyeHus 6ecnnogus TakMM nauueHTam
NnoKasaHbl rOHaA0TPOMHbIE FOPMOHbI: XOPUOHNYECKUIA
FOHafOTPOMUH U MEHOTPONWUH WA FOHALO/IMOEPUH B
MMNY/IbCHOM pexxkume [7, 8]. UenoBeyecKnini XOpuoHN-
YecKuii roHafoTPOMNMH BHavase HasHayatoT no 1000
E[l BHYTpVMbILLEYHO 2 pasa B Hefeslto, 3aTeM f03y Mo-
CTeneHHo ysenuumsaoT Ao 2000—3000 EA 2 pasa B
HeJie/lio 1 BBOAAT Ha NPOTSXKEHUN 2—3 neT. B TeyeHne
2-ro u 3-ro roga neyeHnss XOPMOHUYECKMM TFOHaLo-
TPOMVHOM MOAK/OHAOT MEHOTPOMNWH (MeHoMay3aslb-
HbI FOHAZOTPOMNMH; 3KCTPAKT U3 MOYM XKEHLLMH B MO-
CTMeHomnay3e, cofepxawmin Jir n ®Cr) B gose 75 EL
BHYTPMMbILLIEYHO 3 pa3a B Heaento. KomMOMHMPOBaH-
HOe fledeHne npogosmkatoT 12—15 mec. CTumynaumio
OBY/IAILMN MPOBOAAT rOHafoNM6epuHoOM (roHagopesun-
Ha aueTar) B UMMY/IbCHOM pexume: kaxaple 90 MUH
MOAKOXXHO BBOAAT 5 MKI rpenapara BHYTPUBEHHO 1K
C NMOMOLLbKO MPOrpaMMMpyemMoro HoCMMOro fo3artopa
Ha MpOTSAXeHun 7 cyT. VIHTepBas Mexgy Kypcamu 3
Heq [9, 12]. BnaronpuaTHbIA NPOrHO3 HacTYM/IeHNs
6epemMeHHOCTN BO3MOXeEH B 70% cny4aeB. B KAMHUYe-
CKOW NpaKTUKe ecTb HabMOAEHNA POXKAEHNSA ABYX [e-
Teil B OAHOM CeMbe NPV afeKBaTHON 3aMeCcTUTENbHOM
ropMoHasnibHoOW Tepanuu [16].

OC06eHHOCTbI0 JaHHOrO Cryyas ABNAETCA pas3Bu-
TWe 0CTeonopo3a MOSACHUYHOrO OTAes1a MO3BOHOYHU-
Ka, NoA/iexKallero COOTBETCTBYHOLLEN KOPPEeKLUN.
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