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PEDEPAT

[To A@HHBIM AUTEPATYPHI BEIIBACHO 3HAUUTEABHOE KOAMYe-
CTBO HACAEACTBEHHBIX CHHAPOMOB, CBSI3aHHBIX C HEHPOO(TaAb-
MOAOTMYECKOH IAaTOAOTHEN. B cTaThe pacCMOTPEHBI PE3YABTATHL
006CAEAOBAHUS ABYX cecTep, 28 1 23 AeT, CO 3pUTEABHLIMU Hapy-
LIEHUSIMU U HEBPOAOTMYECKOU ITaToAoruel. Haanume opHOTHII-
HEIX CUMITOMOB U KAMHUYECKUX IIPOSIBACHUH Y YACHOB OAHOU
CeMbHU HMeeT, CKOpee BCero, HaCAEACTBEHHO-BPOJKAEHHBIN

XapaKTep U MOAAEKUT PACIINPEHHOMY reHeTUYeCKOMY UCCAe-
poBaHnoo. CoueTaHne aAeHOMBI TUTIO(U3a, MO3KEeUKOBOU aTakK-
CUM U BPOKAEHHOW aTpO(MUU 3PUTEABHBIX HEPBOB y YAECHOB
OAHOU CeMbU B paMKax AU depeHIUAAbHON AUATHOCTUKU C
APYTMMU HaCAEACTBEHHBIMU CHUHAPOMaM{ B OTE€YECTBEHHOM
AUTEpaType OIMCAaHO BIEPBHIE.

KaroueBble caoBa: cemelinble (pOPMbl AgeHOMbL runousda,
HacAegcmBeHHble FeHemuyieckue CuUHgpOMbl, HeUpoopmarbMo-
AOruvecKas NamoAOrus
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ABSTRACT
Case study

Neuro-ophthalmological symptoms in familial hereditary pathology of the central nervous system
E.E. onleval‘ 2, K.R. Dotsenkol, N.A. Gavrilovaz, A Yu. Safonenkoz, N.S. Gadzhieva®

Is. Fyodorov Eye Microsurgery Federal State Institution, Moscow, Russian Federation
2The A.lI. Yevdokimov Moscow State University of Medicine and Dentistry, Moscow, Russian Federation

According to the literature data, a significant number of
hereditary syndromes associated with neuro-ophthalmological
pathology have been identified. This article discusses the results
of the examination of two sisters, 28 and 23 years old, with visual
impairments and neurological pathology. The manifestation of
the same type of symptoms and clinical manifestations in
members of the same family is most likely hereditary and is
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subject to extended genetic research. The combination of
pituitary adenoma, cerebellar ataxia, and congenital atrophy of
the optic nerves in members of the same family in the framework
of differential diagnosis with other hereditary syndromes is
described in the Russian literature for the first time.
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BBEJEHHME

HACTOSIIEE BPEMS CYLIECTBYET MHOXECTBO

OyOJIUKAIIUH, CBSI3AHHBIX C I'€HETUYECKHUMU

UCCIENOBAHUSAMU MIPU PA3IUYHBIX CEMENHBIX
dopmax ageHom runodusa (Al) B pamkax HaCIEN-
CTBEHHBIX CHHJPOMOB. 10 JaHHBIM MHOCTPAHHBIX
UCTOYHHMKOB, AI' COCTABJIAIOT OKOJIO 14% OT IIEPBUYHBIX
OIIyXOJIEH LEHTPAIbHOU HepBHOM cuctembl (ITHC) [1].
Tarxske U3BECTHO, UTO A" ABJISIIOTCS TPETBUMU I10 PAC-
IIPOCTPAHEHHOCTU Cpeay HOBOOOpazosanuii LIHC, rae
IIEPBOE U BTOPOE MECTO 3dHHUMAIOT MEHUHITUOMBI 1
JIMOMBI [2]. ITO Oy6IMKOBAHHBIM JJAHHBIM BBIABIECHO,
yTOo Al mendarcs Ha HETOPMOH-IPOAYLUPYIOIMNE
(HeyHKITMOHATBbHBIE, 36—54%) 1 HA TOPMOH-TIPO/IY-
nupyrommue ((yHKITHOHATbHBIE, 46—64%) [3]. TTpu 3TOM
CEKPETUPYEMBIMH TOPMOHAMU HAUOOJIEE YACTO SIBJIA-
IOTCA IIPOJIAKTHH (32—-51%), COMAaTOTPOIIHBIN TOPMOH
(CTT) (9-11%) 1 aAPEHOKOPTUKOTPONHBIN TOPMOH
(AKTT) (3—6%). PeIKO BCTPEYAIOMIUMHUCS SIBITIOTCST AT,
Hpoayuupylomue TupeoTponuelii ropmon (TTT) u
rouajiorponut (<1% ATl [4, 5].

OTeueCTBEHHBIE U 3aPYOEKHBIE ABTOPBI ITOJPA3/e-
JII0T BCe Al' HA CIOPAJUYECKUE U CEMEHHBIE (POPMBL
IMopapsirornee 60IbITMHCTBO a7IEHOM, 4 UMEHHO 95%,
COCTABJIIOT criopajguyeckue popmsel. Ha oo cemeri-
HBIX (POPM (KaK U30JIMPOBAHHBIX, TAK M B PAMKAX 3H/10-
KPUHHBIX CHH/IPOMOB) IIPHUXO/IUTCSI BCET'O OKOJIO 5% OT
Bcex cmyuaeB AT [6, 7]. Ha CeroiHsNTHU JIEHb 3THOTIOT S
COPagudecKux Al OCTAE€TCS MAJIOU3YYEHHOH, OJJHAKO
34 IOCJIE/THEE IECATWIETUE ObLI BbISIB/ICH 3HAYNTEIbHbII
IIPOTPECC B U3YUEHNUU HACJIE/ICTBEHHBIX CUH/IPOMOB, IPH
KOTOPBIX HAOIIOIACTC BOBHUKHOBEHUE AT [8, 9.

Y nanueHTOoB C Al BBIABIAIOTCSA CHUDKEHHE OCTPOTHI
3PEHMNA U PA3TAYHBIE JE(DEKTEI B TIOJIE 3PEHNS, d UMEHHO
y 60JIBHBIX C IPOJTAKTUHOMAMHU B COOTHOIIIEHUH COOT-
BETCTBEHHO 701 87,5%, 4y OOIBHBIX C COMATOTPOIINHO-
Mamu — 64 u 76% cooTBeTCTBEHHO [10].

B xadecTBe METOIOB JIeueHUs Al BBIJICTIAIOT XUPYP-
IUYECKUE U METUKAMEHTO3HBIE, KOTOPBIE IIPH OIpE/ie-
JICHHBIX CUTYallMsIX BO3MOXHO KOMOUMHHPOBATH. Kak
IIPAaBUJIO, HEOIATOIIPHUATHOE U ATPECCUBHOE TeueHUE A"
CO CTOMKOI PE3UCTEHTHOCTBIO K PA3JIMYHBIM CIOCOOAM
JIEYEHUS YAIIIE BCETO BBIABIIACTCS Y JIUL C AEOI0TOM 3200-
JIEBAHMA B MOJIOZIOM BO3PACTE U ITPU CEMENHBIX (POPMAX
AT [8]. Coueranue Al MO3KEUKOBOM ATAKCUH U BPOXK/IEH-
HOU aTPO(HU 3PUTENIBHBIX HEPBOB Y WIEHOB OAHOM
CEMBU B PAMKaX JUPPEPEHITNATBHON JUATHOCTUKU C
JPYIUMH HACJIEJACTBEHHBIMM CUHIPOMAMH, B CBSI3U C
PEAKOCTBIO BOBHUKHOBEHUSA, B OTEYECTBEHHOM JINTEPA-
Type paHee HE OIHUCAHO.

Kinuunuyeckoe HAOMIOAeHHEe

B MHTK «Muxkpoxupyprus rnasza> (MHTK MI)
06CTIEAOBAIACH CEMbS THOCTPAHHBIX IPAXK/IAH OTHOI 13
apabCKux CcTpaH (OTELL, MaTh, IBE CECTPBL, 6PAT), CPEAU
KOTOPBIX y IBYX CECTEP OBITU 3PUTEIHHBIX HAPYIIEHUS.

M3 aHaMHE3a U3BECTHO, YTO POJJUTEIH B 3TOHU CEMbE
SABJBIIOTCS IBOIOPOJHBIMU 6pAaTOM U CeCTPOIL. C poxe-
HUA Y O6EUX CECTEP ObUIN BBIIBJICHBI HU3KAsSI OCTPOTA
3PEHUs, HUCTAT'M, 33/ICPKKA YMCTBEHHOT'O U (PU3NUECKO-
r'o pa3BUTHsA. KpoMe TOro, OHU C JETCTBA )KAJIOBAJIUCH HA
HEPUOANYECKUE TIPUCTYIBI TOJIOBHOU 6OJIH, MIATKOCTD
U HEYCTOMYUBOCTD IMTOXO/JKH. BBIMTUCOK OT O TANIBMOIIO-
ra, HEBPOJIOT'd M SHJJOKPUHOJIOTA C MECTA XKUTEIbCTBA
Het. B MHTK MI' cembs nponuia mOaHOE O(PTAIbMOIO-
THYECKOE OOCIIEOBAHUE, BRIIIOYAIOIIEE B CeOsI IIPOBEP-
Ky OCTPOTBI 3pEHUA, KHHETUYECKYIO IIEPUMETPHIO, U3ME-
PEHNE BHYTPUIVIA3HOTIO JasieHus (BII), onTruyeckyo
onomerpuio IOL-master, 0PTaIbMOJIOTMYECKUI OCMOTP
C O(PTAIBMOCKOIIUEN U (POTOPUKCAIIUEN ITIA3HOI'O JIHA
Ha annapare ZEISS CLARUS 500 Fundus Camera, onrtu-
YECKyIO KOrepeHTHYIO ToMorpaduro (OKT) Ha anmapare
TOPCON.II0 pe3yasraramM OOCIeA0BAHHS CECTPI ObLIN
HAIIPaBJIEHbI HA MATHUTHO-PE30HAHCHYIO TOMOT PA(DUIO
(MPT) ro1oBHOT'O MO3Tr'a, HA KOHCYJIBTALIMH K HEBPOJIOTY,
HEUPOXUPYPTY U S3HJOKPHUHOJIOLY.

1. Cmapwas cecmpa, 28 nem, pocm 155 cm, macca
mena 56 xe.

O@TanbMoONIOrnyecKuil cratyc: OCTpoTa 3pEHUS
oboux 1y1a3 (OU — oculus uterque) — CYET NaIbLIEB Y NI
Ha paccrosHuu 20 cm. JanHble niepumerpun OU: UCIIOIb-
30Ba1aChb MeTKa 10/0, BBIABJIEH IIEHTPAIbHBIN JIE(EKT,
110 nepUMeEPUN CyKEHHE TI0JIEN 3PEHUA HE BBIABIEHO.
BI'[l: npasbii m1a3 (OD) — 19 MM pr.cT., 1eBbIf 171a3 (OS) —
17 MM pr.cT. Ilmy6buna nepeanent kamepsl (I1K): OD —
3,33 MM, OS — 3,29 mM. TommuHa xpycranuka: OD —
3,90 MM, OS — 3,99 mm. [1epegne-3a/1Hs1: OCh 171a3a: OD —
22,36 MM 1 OS— 22,06 MM.

CocrosgHue 11a3a (status oculorum): OU — ansrep-
HUPYIONAA AeBUALINA 1O +15° o Tupmbepry, ropru3oH-
TAJIbHBIA HUCTATM. Pa/Ty’KKa CLIOKOMHASA, PEAKITNA HA CBET
Banad. COAPYKECTBEHHAS PEAKIINA 3PDAYKOB HA CBET
coxpaneHa. OnrTuyeckue cpeasl npospavnsle. Ilpu
o¢pranpMockonuu: OU — TUCK 3pUTEIbHOIO Hepsa (I3H)
OJ1eIHBII, TPAHUIIBI YETKHE; APTEPUN M BEHBI CY’KEHBI,
MaKyJISIpDHBIE PE(PIIEKCHl COXPAHEHBI; HA epudeprumn
CETYATKU NATOJIOTMYECKUX N3MEHEHUI HE BBISIBJICHO
(puc. 1, 2).

axmouenue odranbsmosiora: OU — Arpodust 3pu-
TEJILHOTO HEPBA. CXOJAIIEECs KOCOITIA3HE.

OKT maxynapHOH 30HbI 1 JI3H nokasanza uCToH4Ye-
HUE CJIOSI HEPBHBIX BOJIOKOH U CJIOSI TAHTTIMO3HBIX KJIE-
TOK BO BCEX CETMEHTAX, MICTOHYEHNE CETIATKHU ITapado-
BEAIBHO M 1O KPAIO MAKYJIBI 31 CYET BHYTPEHHUX CJIOEB.

MPT roJIOBHOTO MO3T'a BBIABUJIO MHOKECTBEHHBIE
OYarv B BEIIECTBE IOJIOBHOTO Mo3ra A0 0,3 mm. MPT-
KAPTHUHA B IPABOMU IIOJIOBUHE a/IcHOIUMno@u3a ¢ gedu-
LUTOM 4/ICOPOLIMU KOHTPACTHOT'O AT€HT4 B YKA34HHOM
odare MocJI€ BHYTPUBEHHOI'O KOHTPACTHOI'O YCHUJICHUS
(MHKpOaZeHOMA runodusa) (puc. 3).

3aKmoueHne HEBPoJIora: B 1o3e Pombepra mnormna-
TBIBA€TCSl, I'OPU3OHTANbHBIA HHCTAIrM. JIMATHO3:
XpoHHYECKAA UIIEMHA MO3Trd. MO3KEUKOBAsA ATAKCUSL.
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Puc. 1. [JugpoBoe uzobpaxenue raa3noro guna NpaBoro raa3a cmapuleti
cecmpel

Fig. 1. Digital image of the fundus of the elder sister's right eye

Puc. 3. MPT-kapmuHa roA0OBHOro mMo3ra cmapuweli cecmpsl (onucanue
B mekcme)

Fig. 3. MRT-picture of the brain of the older sister (description in the text)

Muxkpoajgenoma runodusa. [ToBTOpHbIE CHHKOITAIbHBIE
cocTostHUA. CXOAIIEEC KOCOIIA3UE.

3aKII0OYEHNE SHJOKPHUHOJIOTA: dHAINU3 KPOBU HA
IrOpMOHBI runogusa 6e3 narosnoruu (AKTT 40 nr/mo,
CTT 5 ur/m, TIT 2 MKME/My, nposaktuH 400 MKr/J1,
PoUKyIOCTUMYNIHUPYomyi ropMoH (PCT) 3 mEg /v,
morernHusupylomui ropmon (JII) 13 MEx/mn), 910
COOTBETCTBYET KaPpTHUHE HEPYHKIIMOHUPYIOMEHA AL

3axkmodyeHre KOHCUINyMa HENPOXUPYPra, HA0-
KPUHOJIOTA ¥ HEBPOJIOI'd: YU THIBAsI MAJIbIC pasMephl AL
OTCYTCTBUE KOMIIPECCHUU HEBPAIBHBIX CTPYKTYP M I'Op-
MOHAJIbHBIX HAPYILIEHNH, HIOKA3AHUH JI HEUPOXUPYP-
TUYECKOU OIEPAIUH HET. PEKOMEH/T0BAHO HAOIIO/ICHUE
Y 3H/IOKPUHOJIOTA.

Puc. 2. [JugppoBoe uzobpaxkenue rra3Horo gua AeBoro raa3a cmapuleli
cecmpbl

Fig. 2. Digital image of the fundus of the elder sister's left eye

2. Mnaowas cecmpa, 23 200a, pocm 152 cm, macca
mena 52 xe.

OMTaNIbMOJIOTUYECKHI CcTATyC: OCTPOTA 3PEHMA
OU — cuer naiblLeB yuLa Ha paccrosuuu 20 cM. JaHHbIe
nepumMmerpun OU: ncronbp3oBanrace MeTka 10/0, BbIABICH
LIEHTPAIBHBIN JJe(DEKT, IO NEPUPEPHUM CY>KEHUE TTOIEH
3penus He BbiaBIcHO. Bl OD — 14 MM pr.cr., OS —
15 mm pr.cT. Imy6una ITK: OD — 3,47 MM, OS — 3,52 MM,
Tonmuna xpycranuka: OD — 3,58 mm, OS — 3,57 MM.
INlepenne-3annaa ocp rmasa: OD — 23,01 mm 1 OS —
23,15 MMm.

Status oculorum: OU — asBIrepHUPYIOIIAS ICBUALS
710 —45° o Tupmo6epry, 6/1y»K1aI0IIHE JBIDKCHYS [TTA3HBIX
SIOJIOK, TOPU3OHTAIIBHBIN HUCTAIM. Pa1y’KKa CIIOKOMHAS,
peakiys Ha ceeT Bsuas. COAPYKECTBCHHAS PEAKIIN 3Pad-
KOB H4 CBET COXpaHeHA. OIITUYECKUE CPEbL [IPO3PaAU-
Hole. [Ipu opranemockonuu: OU — [I3H 61eqHbIH, Ipa-
HUIIBI YETKUE; APTEPUM M BEHBI CYKEHBI, MAKy/IIPHbIC
pedIeKCh COXpaHEeHbl; HA EPUMEPUN CETIYATKU MTATO-
JIOTMYECKUX U3MEHEHUI HE BBIABIICHO (puc. 4, 5).

3axmnouenue opransmosora: OU — Atpodus 3pu-
TEJIBHOTI'O HEPBA. PacxopdIeecs KOCOIIa3ne.

OKT MaxynsapHOU 30HbI 4 JI3H nTokaszana UCToHYe-
HHE CJIOS HEPBHBIX BOJIOKOH U CJIOA TAHITIMO3HBIX KJIE-
TOK BO BCEX CETMEHTAX, ICTOHUYEHUE CETYATKU Mapado-
BEWIBHO M 1O KPAIO MAKYJIBI 31 CYET BHYTPEHHUX CJIOEB.

MPT rosoBHOIO MO3Id: MHOKECTBEHHBIE OYdTU B
BELIECTBE I'OJIOBHOI'O MO3rd O 0,3 MM. MPT-kapTuHa
YBEJIUUEHUS U PE3KOTO BBIOYXAHMS BEPXHEI'O KOHTYpPA
runodusa (MukpoageHoma rurodusa) (puc. 6).

3axIoueHne HEBPOJIOTa: B 1103¢ PoMmbepra norma-
TBIBA€TCS, TOPU3OHTAJIbHBIA HUCTArm. JIHarHo3:
XpOHMYECKASA UIIEMH MO3Td. MO3KEUKOBASA ATAKCHUSL.
MuxkpoazieHOMa runodusd. Pacxopasimeecs KOCOTIa3ue.
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Puc. 4. [JugppoBoe uzobpaxenue rAa3HOro gua NPABOro raa3a maaguell
cecmpbl

Fig. 4. Digital image of the fundus of the younger sister's right eye

3akmodyenye 3HJOKPUHOJIOTA: AaHAIN3 KPOBU HA
ropMoOHBbI runodusa 6e3 narojsoruu (AKTT 20 mr/mi,
CTIT 7 ur/mi, TIT 2 MKME /M1, IpoOIakTUH 350 MK/,
OCI' 8 MEgn /v, JIT' 1 MEg/MiT), 4TO COOTBETCTBYET KaAP-
THUHE HEPYHKIIMOHUPYIOIEH AT

3arIoYyeHe KOHCWINYMa HEUPOXUPYPra, 3H10-
KPHUHOJIOI'd U HEBPOJIOT'A: YYUTBIBASA MaJIble pa3Mepsbl Al
OTCYTCTBUE KOMIIPECCUU HEBPAJIbHBIX CTPYKTYP 1 I'OP-
MOHIBHBIX HAPYIIEHWH ITOKA3aHUN [T HEHPOXUPYP-
TUYECKOM OIlepaIivi HeT. PEKOMEHTOBAHO HAOIIOJICHUE
Y 3HZOKPHUHOJIOT4.

OBCYXIEHHE

ITpe/ICTaBIEHHOE KITMHUYECKOE HAOMIOACHUE SIBIIS-
€TCS JUATHOCTUYECKHU U IIPOTHOCTUYECKU BAKHBIM, TAK
KaK, [TO JJAHHBIM JIUTEPATYPBI, HA JJOIIO CEMEMHBIX (DOPM
(KaK M30JIMPOBAHHDBIX, TAK U B PAMKAX 3HIOKPUHHBIX
CHUH/IPOMOB) IIPUXOJHUTCA BCETO OKOJIO 5% OT BCEX CITy-
qaeB Al [6, 7]. CeMEHHBIC CIyYan B HACTOSIIECE BPEMS
PacCMaTPUBAIOTCA KAK FTEHETUYECKU I€TEPMUHHUPOBAH-
HBIE U UIMEIOT HACJIEACTBEHHBIN reHes. Y cectep Al Obu1a
BBIAIBJIEHA BIIEPBBIE HA (DOHE JIPYTOU ITATOJIOTUN HEPB-
HOM U 3PUTENBHON CUCTEM, KOTOPBIE, CKOPEE BCETO,
UMEJIU BPOXKAECHHDBIN I'€HES.

ITpu 0OCIEIOBAHUN CECTEP COBPEMEHHBIMH METO-
JaMMu ObUIad NOATBEPXKACHA ATPO(MUS 3PUTCIbHBIX
HepBoB. C noMoIsio MeToa OKT BBIABIEHBI UCTOHYE-
HUE CJIOSL HEPBHBIX BOJIOKOH U CJIOS F'AHIVIMO3HBIX KJIE-
TOK BO BCEX CEIMCHTAX, UCTOHUYCHHUE CETYATKU I1apa-
(pOBEANTBHO U MO KPAIO MAKYJIBI 34 CYET BHYTPEHHUX
CJIOEB. YUUTBIBAS BBIABICHHYIO y cecTep Al 6bu1a mpo-
BEJE€HA OLICHKA BJIMAHUA OIIYXOJH HAd XHMA3MaJIbHYIO
0O6JIACTDb U 3pDUTENBHBIN AaHATU3ATOP. B COOTBETCTBUH C

Puc. 5. [JuppoBoe uzobpawKenue rAa3HOro gua AeBOro raasa maaguet
cecmpel

Fig. 5. Digital image of the fundus of the younger sister's left eye

Puc. 6. MPT-kapmuHa roAOBHOI0 MO3ra MAagwell cecmpsl (onucaHue B
mekcme)

Fig. 6. MRT-picture of the brain of the younger sister (description in the
text)

JuarHoctudeckuMu kpurepusimu OKT, yCTaHOBIIEHO,
YTO MPU XUA3ZMAJIBHON KOMIIPECCUH BBIABIAECTCSA CHU-
JKEHME MMOKA3ATENEN TONIIUHBI CJIOS HEPBHBIX BOJIOKOH
(Ganglion Cell Com, GCC) B IEpUITATTWJUIIPHON 1 MAKY-
JIIPHOM Ob6s1acTax. Taxke HaAOIIOJACTCS ACUMMETPHY-
HOCTb MEK/Y ITOKa3aTe/sIMU TONHUHBL GCC B HA3a/1b-
HOM U TEMIIOPAJIBHON ITOJIOBUHAX MAKYJISIPHOM O0J1a-
CTH CETUYATKU. BBISIBIICHO, UTO B PSI/IC CJIy4a€B UCTOHYE-
HHE MaKyJIIPHOT'O KOMIIJIEKCA NTPU XUAa3MaTbHOHM KOM-
IIPECCUN MPEJIIECTBYET U3BMEHEHHUAM B IIOJIE 3PEHUSA
[11]. CpaBHHBaA 3TH BbIBOABL C pedyasraTaMmu OKT
cecrep, YCTAaHOBJIEHO, UTO Al HE ABJIACTCA IPUYHUHON
HU3KOU OCTPOTBI 3DEHUS 1 HE OKA3BIBAET KOMIIPECCUIO
H4 XUA3MaJIbHYIO OOIACTD.
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Kpome 3puTeNbHbIX HAPYIICHUH Y OOEUX CECTED
BBISIBJICHBI MO3KCYKOBAS ATAKCHS, TOPU3OHTAIBHBIN
HUCTAIr'M, KOCOIVIA3U€, XPOHUYECKASI HUIIEMUS MO3TIa,
KOTOPBIE PACCMATPUBAIOTC KAK BPOXKIEHHAS TATOJIO-
THsL

B pmocrynHoIM mureparype HE BBIABIECHO €JUHOIO
CHUHAPOMA, KOTOPBIN ObI COYETAII B CEOE MUKPOAAEHOMY
rUnodu3a, MO3KEUYKOBYIO ATAKCHIO, BPOXKIEHHYIO ATPO-
(PHIO 3PUTENIBHBIX HEPBOB, TOPU3OHTAIbHBIA HUCTAT'M,
KOCOIVIA3M€, XPOHUYECKYIO MIIEMHIO MO3Ta. Beiendior
HECKOJIBKO HACJIEICTBEHHBIX CHHJIPOMOB, B COCT4B KOTO-
PBIX BXOAWT MO3KEUYKOBAA ATAKCHA U BDOKIEHHAA ATPO-
duA 3pUTENBHBIX HEPBOB. Hanbosiee M3BECTHLIMU CPEIN
HUX SIBJISIOTCS MO3’KCYKOBBIC ATAKCHUH, CBA3AHHBIE C
reHoM ATPSA2, ¢ TETEPO3UTOTHBIMH BAPUAHTAMM I'€HA
KIF1A, ¢ renoMm ATP1A3, CAPOS-CUH/IpOM, CHHJPOM
bepa, 601e3ub Kpaboe. OiHaKO, IPU 60JIEE IECTATBHOM
U3Y4EHUH JAHHBIX BUIOB ITATOJIOTHIM, yCTAHOBJIEHO, UYTO
HU B OJJHOM U3 HUX HE BCTPEYAETCS COYETAHHUE C MUKPO-
a7ieHOMOM runogpusa [12—17]. AI'B paMKax HACJIEJCTBEH-
HBIX CUH/IPOMOB COCTABJIAIOT HEOOJIBIITYIO JJOIIO OT BCEX
BBIABIAEMBIX Al B HaydHON nuTeEpaType ONMCAHO
HECKOJIBKO HACIEACTBEHHBIX CHHAPOMOB, CBA3AHHBIX C
MyTALUAMM OINPEAEIIEHHBIX IT€HOB U BO3HUKHOBEHUEM
BPOXAEHHOM Al

B cOOTBETCTBUHU C PE3YABTATAMU PA60OT MHOCTPAH-
HBIX aBTOPOB, K HACJIE/ICTBEHHBIM CUH/IPOMAaM, B PAMKAX
KOTOPBIX MOI'YT Pa3BUBATLCA CeMeHbIe POPMBI Al
OTHOCSIT: CUHJPOM MHOKECTBEHHBIX 3H/IOKPHHHBIX HEO-
wiazun 1-ro tuna (MOH 1), CMHHAPOM MHOXECTBEHHBIX
SHJOKPHUHHBIX HeoIw1azuu 4-1o tuma (MOH 4), Kapuau-
koMIuIekC (Carney complex, CNC) u ceMerHbIE U30/IU-
posannble AI' (Familiar Isolated Pituitary Adenomas,
FIPA)[18,19].

CpaBHUBAA KIMHHUYECKYIO KAPTHUHY, IPOSIBIIAIONTY-
I0CSA IPH JJAHHBIX 3200JIE€BAHUAX, C PE3YIBTATAMU, IIOMY-
YEHHBIMU B XO/I€ OOCJIEIOBAHMS AIIUEHTOK, OOHAPY-
JKEHHOE CXOJICTBO OTPAHUYHIIOCH BBIABJIEHUEM MUKPO-
4JICHOM Ir'unopusa.

BBuy OTCYyTCTBUS I'€HETHYECKOI'O OOCIIETIOBAHUA Y
cecTep Ha MOMEHT HAOJIIOAEHYS JAJIbHEHIINI HAYIHBIH
MOHCK B JAHHOM HAaIIPABJICHUH ObUI 3aTPy/AHEH. CEMbE
OBLIO PEKOMEH/IOBAHO POHUTHU KOHCYIBTALIUIO TEHETH-
Ka ¥ IPOBECTU F€HETUYECKOE UCCIIEJOBAHNE HA BbIABIIE-
HHE CHENU(PUIECKIX MAPKEPOB HA HAIMYHE CEMEHHOTO
TEHETUYECKOTO 3200/1eBaHUs. [IpeICTABIEHHOE KIIUHU-
4ECKOE HAOIIOJJEHUE B 3TOM OTHOHIEHUU BBI3BIBAET
OOJIBIIION HAYYHBIN MHTEPEC U, HECOMHEHHO, TTOIJICKUT
JaJIbHEAIIEMY UCCIEJOBAHUIO U U3YYEHUIO, B CBA3HU C
MOPAXKEHUEM PAZIIMYHBIX OT/EIOB I'OJIOBHOI'O MO3I'4.

3AKIIIOYEHME

Kak ciiegyer U3 JaHHBIX JIUTEPATYPbL, 3HAYUTEIIb-
HOE KOJIMYECTBO HACIEACTBEHHBIX CUHPOMOB CBA3a-
HO C HEUPOOPTAIbMOJOTUUYECKON MNATOJOTHUECU.
Coueranue Al MO3KEUYKOBOU ATAKCHUU 1 BPOXKAEHHON

aTPpOPHH 3PUTENBHBIX HEPBOB Y WICHOB OJHON CEMbU
B PAMKAaX OT/JEJIbHOI'O HACAEACTBEHHOI'O CUHAPOMA B
JOCTYIIHOHM JIMTEPATYPE HE OIUCAHO, YTO MOXKET
SAIBJIITBCS CIEACTBUEM BEPOATHOCTU CYLIECTBOBAHUSA
JPYI'UX, €IIe HE OTKPBITBIX I'€HOB, BOBJICYCHHDIX B IIPO-
necc nopaxkenuda LITHC. [eneTnyeckoe TeCTUPOBAHUE
KAaK MUHHMYM OJHOI'O U3 YIECHOB TAKOM CEMbU OTKPbI-
BA€T HOBBIE BO3MOXKHOCTH JIJI1 TOHUMAHUSA NTATO(PHU-
3UOJIOTMYECKUX TPOLIECCOB OOPA3ZOBAHUA COUETAHHOM
narogorun IHHHC. ITOMCK HOBBIX I'€HOB, MyTallUU B
KOTOPBIX MOTYT OBbITb IPUYUHONA PA3ZBUTHA HACIE]-
CTBEHHBIX (POPM Al ABJISICTCS BAKHBIM U IIEPCIICKTHB-
HbIM HanpaBﬂﬁHI/ICM HAY9IHbIX I/ICC]ICJIOBZ[HI/IIZ, OTKpr-
BAIOIIMM HOBBIC IIyTH, BEAYIINE K IOHUMAHHIO OHKO-
rexesa. ITposiBiieHHe OJJHOTUIIHBIX CUMIITOMOB 1 KJIU-
HUYCCKUX IIPOSABICHUN Y YWICHOB OJJHOM CEMbU UMECT,
CKOPEE BCEIr'O, HACAEACTBEHHO-BPOXKAECHHBIN XAPAKTED
U IOMJIEKUT PACIIUPEHHOMY I'€HETUYECKOMY HCCIIe-
JOBAHHIO. OTMEYAETCA BAXKHOCTb COOPA CEMENHOTO
AHAMHE34 I OIIPEAEICHYA I'PYIIIL PUCKA TALUEHTOB,
KOTOPBIM IIOKA3aHO IIPOBEJIEHUE MOJIEKYJIAPHO-TCHE-
TUYECKOI'O HCCIefoBaHusa. CBOEBPEMEHHbBIE AUATHO-
CTHUKA W JIEYEHHE, 4 TAKXKE IJIAHOBOE OOCIEJOBAHUE
CEMEN U3 TPYNIIBI PUCKA MOTYT IPEAOTBPATUTD JAJIb-
HEMIee yXyJUIEHUE 3PUTEIbHBIX (DYHKIIUNI U YIy4d-
HIUTb KAYECTBO KU3HU ITAIIUEHTOB.
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