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Bposxnennslit Hepporrueckuit cuaapom (BHC) pas-
BUBAETCS B IEPBBIE 3 MECSILA KU3HU U OOBEAUHSET reTe-
POreHHyIo rpyuiy 3adonesanuil. [lepsuunsiit BHC nme-
€T B OOJIBIIMHCTBE CJIYUAEB IFEHETUUECKYIO IPUPOAY, B TO
BPEM KAK BTOPUUHBIC BAPUAHTHI HAUOOJIEE UACTO BBI3bI-
BAIOTCS IEPUHATATBHBIMUA HH(EKIUAMU [2].

3a nocneiHee JECATUIECTUE ObLTH JOCTUTHYTHI OOJIb-
HINE YCIIEXH B U3YUEHUH MOJIEKYJIIPHBIX OCHOB IJIOMEPY-
JISIPHBIX 3200JIEBAHUIM. BBUIO OIIpEIeieHo, UTo HanboJee
YACTBIMU I'€HETUUECKUMU IprunHamu BHC asnsioTcs my-
Tanuu B renax HPHS1, NPHS2 v WT'1 [4]. Tem ne menee y
pAa MAUEHTOB C U301upoBaHHBIM BHC 11 0cOOEHHO ¥
JETEN C CHHPOMHBIMU (POPMAMU 3TUOJIOTUS OOJIE3HHU JIO
CHX MOP OCTAETCSA HEU3BECTHOU. DTH CIIyUau NMPOJOIIKA-
10T UHTEHCUBHO UCCIEA0BATbCA. OJIHUM U3 CAMBIX BAXK-
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HBIX HEJABHUX JIOCTYKEHUE B IOHUMAHUU MOJIEKYJISIP-
HBIX MEXaHU3MOB BHC AB/IACTCA OTKPBITUE MyTALIUI TCHA
LAMB2 , KOpUPYIOHIETO B,-TAMUHHH, KAK IPUUUHDI, JIEKA-
men B ocHose cunjapoma IHupcona (Pierson syndrome —
OMIM # 609049) [18].

JIaMUHUH, OIUH U3 OCHOBHBIX KOMIIOHEHTOB 0a3/Ib-
HBIX MEMOPAH, ObUI OTKPHIT B 1979 I. B 3KCTPAKTE, I1ONY-
UCHHOM U3 SKCTPALC/UIIOLIPHOIO MATPUKCA OITYXOJICBBIX
KJIETOK [13]. BbIIO YCTAHOBJIEHO, UTO MOJIEKYJIA TAMUHU-
HA O0PA3YETCA B PE3YNBTATE B3AUMOJICHUCTBUS (TTOTNME-
PHU3AIUN) TPEX PA3/IEIbHBIX IOJUIEIITUHBIX 1IEHEH: 0,
B, 1 v. B moczeayomeM € IOMOIIbIO UMMYHOIHCTOXUMU-
YECKOI'0 UCCACAOBAHMA Y MJICKONUTAOMUX YAAIOCH
UACHTA(DUIUPOBATD NIATh PA3TUUHBIX o-LIENEi (0—0Ls),
yetpipe B-uenu (B;—B,) u Tpu y-uenu (y,—ys;) U Onpese-
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JIUTD, YTO KOKAAA U3 ITUX OJUHHAJLATH LEIECH KOIUPY-
€TCs1 CAMOCTOATENBHBIM IeHOM [ 14]. TeopeTnuecku Kom-
OMHALUYU 3TUX LENEH B FETEPOTPUMEPE MOTYT OOPA30-
BATb 45 N30MEPOB IAMUHHMHA. B IpupOJiE, TEM HE MEHEE,
HUMEIOTCSL OTPAHUUEHHUS BO3MOKHBIX KOMOUHAIuH. Ha-
HOPUMED, Y,-LIEMb MOKET OOBEANHATBCS TONBKO C 03~ U P5-
LENIMU U T. /I, K HacTosImeMy MOMEHTY U3BECTHHI 15 130-
(popM TAMUHUHA, KOTOPBIE B PA3JIMYHBIX TKAHAX CIIYKAT
OCHOBOH I B3aMMOJICHCTBUS BCEX KOMIIOHEHTOB 0a-
3aIbHBIX MEMOPAH, BKIIOUAA KOJUIATEH 4-TO TUIIA, HUJIO-
I€H U IPOTEOIUKAHBL JIAMUHUHBI, KDOME TOT'O, BIUSIOT
Ha niponudeparuio, mppepeHIuPOBKY U (PYHKITUIO KJTe-
TOK, IPUJICTAIOMMX K OA3aJIbHBIM MeMOpaHam [14].
JlamuuuH-521 (TamuanH-11 110 CTAPON HOMEHKIATY-
PE), COCTOAIMI U3 0is-, B,- U V,-1ICNIEM, SABISACTCH OJHUM
U3 BAKHEUIINX IIMKONPOTEUHOB IJIOMEPYISIPHON 0a-
3anpHOM MeMOpanbl (IBM) 1 urpaer BaXHyIO pOb B €€
cTpykrype u (pyHKuuu. B cepegune 90-X IT. ObUIM U3Y-
YEHBI MBIIIU C TTOJHBIM ACPUITUTOM [,-1aMuHuHA (Lamp,
—/—), Y KOTOPBIX C POXKICHHS OTMEUAJICA HE(PPOTHUEC-
KAV CUH/IPOM B COYETAHUH C ITATOJIOTUEH CETUATKH, HEM-
POMBIIIEYHBIMHA HAPYIICHUAMU, OTCTABAHUEM B PA3BH-
TUUA U CMEPTBIO OT HAPATIUYICH HA 3—4-11 HEACIC )KU3HU
[10, 11]. B 2004 r. M. Zenker et al. onucanu 11 gereit us
ABYX, HE CBI3AHHBIX MEXY COO0H, cemen B Typuuu u B
Jlusane [20]. Bce manpenTsl ObUIM POXKACHBI OT OJIM3KO-
POJCTBEHHBIX OPAKOB U UMEJIHA OIMHAKOBYIO KIMHUYUEC-
KYIO KAPTUHY B BUJIC COUCTAHUS BDOKICHHOTO HE(PPOTH-
yeckoro cugzipoma (BHC) ¢ KOMIIIEKCOM aHOMANIUN
OPraHa 3PEHHS, CAMBIM IPKUM U3 KOTOPBIX ObUIA MUKPO-
Kopusl. Bee 3mu 60JIbHBIE YMEPIIU K ABYXMECSIUHOMY BO3-
PACTy OT TEPMUHATIBHON XPOHUUCCKOH IIOUCUHOM HE/I0-
CTATOUHOCTH. [IpU ayTOICUH B IOYEUHON TKAHU ObUI
BbISIBJIEH JU(D(PY3HBII ME3AHTHAJIBHBIN CKIIEPO3. U CI1OIIb-
3yl TOMO3UIOTHOE KAPTUPOBAHUE WIEHOB 3TUX CEMEN,
ABTOPBI CMOIJIM OIPEAEIUTD HPEANOIATAEMBbII JIOKYC HA
XPOMOCOME 3p. DTa 00JACTb CofiepKana re’ LAMB2, my-
TAIUU KOTOPOTO, KAK OBUIO TIOKA3AHO PAHEE, SBJISIIOTCS
npuunHor BHCyromosurotubsix Mpiei [11]. B ganpaen-
HIEM METOIOM NPSIMOTO CEKBEHUPOBAHUS ABTOPBI YCTA-
HOBUJIM, UTO Y BCEX HALIMEHTOB UMEIUCh TOMO3UTOTHbIE
MYTALMH B PACIOJOKCHHOM HA XpomocoMme 3p21 rene
LAMB2. D10 6but HOHCEHC-MyTarmu 3015delG u R1562X,
HIPUBO/SIINAE K IIOJTHOMY OTCYTCTBUIO [,-IAMUHUHA, UTO
OBLIO IOKA3aHO IIPU HOCMEPTHOM UMMYHOTHCTOXUMU-
YECKOM UCCJIEJOBAHNN €10 IKCIPECCHH B TKAHAX IOUEK
u rna3a [18]. Knunnueckue u MOP(QOIOrnuecKue u3me-
HEHUS, OOHAPYKEHHDBIE Y IAHHDBIX ITALIUEHTOB, ObLIHA 40-
COJIIOTHO WJICHTUYHBI CIy4asiM, KOTOPBIE BIIEPBbIE OIIM-
cam B 1963 1. M. Pierson et al. [12]. ABTopsI HAO 0TI
ABYX POJHBIX OPATBEB, Y KOTOPBIX UMENOCh COUETAHUE
BPOXICHHOTO HepoTrueckoro cunapoma (BHC) u
CHENU(PUIECKUX AHOMAIUH OPraHa 3pEHUs. B JanbHen-
MIEM JPYTUMH aBTOPAMH ObLTH OIYOJIMKOBAHBI €IIIE HE-
CKOJIBKO TOXOKUX CJIYUAEB, OIHAKO OTPEOOBAIOCH 00-
see 40 net, 11 Toro yToObl JOKa3aTh, UTO PEUb UJCT 00
OTJENBbHOM HACJIEJCTBEHHOM aYTOCOMHO-PELLECCUBHOM
3200J1EBAHUH, KOTOPOE CEMUAC U3BECTHO KAK CHHPOM
[Tupcona (OMIM # 609049). B cBOe# OPUTHHANBHOM Pa-
oote M. Pierson et al. (1963) opoOHO OMUCAIN BCE KITH-
HUYECKUE ¥ TUCTOIIATOJIOTMYECKUE IPOSABICHUS JAHHOMN
OOIE3HU: TOPAKEHUE MTOUEK, JCOIOTUPOBABIICE B HEOHA-
TAILHOM IIEPUO/E HEPPOTUUECKUM CUHPOMOM C ObICT-
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PBIM PA3BUTUCM XPOHUYCCKOM NMOYCUHOM HEAOCTATOYU-
HOCTU U CMEPTBIO B IIEPBbIE HEAEIU >KU3HU. bblta npej-
CTABJIEHA Ay TONCUIHAS KAPTUHA TUCTOJIOTUUECKUX U3ME-
HEHUI [TIOUYEUYHON TKAHU B BUJE AU(PQY3HOrO MEZAHTH-
ATBHOTO CKIEPO3a. OUeHb CBOCOOPA3HO OBbLIA TATOJIO-
U OPraHa 3peHus. KITnHuIeCKu onpeiensuuch y3Kue, He
PEATUPYIOMINE HA CBET U ATPOIIUH, 3PAUYKU BCJIEICTBUE
ariazuu um arpodpun m. dilatator pupillae. Ayroncus, oi-
HAKO, IPOJIEMOHCTPUPOBAIA, UTO INIA3HOM (DEHOTHII HE OT-
PAHUUYMBAETCA TOJIBKO MUKPOKOPUEH U IPEICTABIEH KOM-
IUIEKCOM TIOPOKOB PA3BUTHS, BKIIOUAS AHOMUIUHU XPYC-
TAIUKA, ATPO(HUIO IMIHAPHBIX MBI, U3MEHEHUS POTO-
BUIIBI U ceTuaTku [12]. M. Zenker et al. penmu B 2005 1.
ONPEAEINUTD, UMEIH JIU JIETH, OIIMCAHHBIE [IMDCOHOM B
OPUTHHATBHOM CTAThE, Je(EKT B,-TaMUHUHA. [IpAMbIX
JOKA3aTENIbCTB MIOJYUUTh ObIIIO HEBO3MOXKHO, T. K. OMOJIO-
THYECKUE MATEPUA OT HAIIUEHTOB ObUI HE JOCTYIIEH JUIsl
HCCNEJOBAHUS B CBS3U C UX JABHEH CMEPTHIO B HEOHA-
TAIBHOM IIeprojie. TeM HE MEHeEE AaBTOPAM YAJIOCh HAH-
TH U OOCJIEZIOBATD JKUBBIX WICHOB CEMEH 3TUX OOJbHBIX.
B reHeTnyeCcKoM TECTUPOBAHUU HPHUHSIN YUACTHE MATh
U POJHAS CECTPA NALUEHTOB, POJIHAS CECTPA UX OTLA
(ters1) u pogHou Opar marepu (ass). Pogurenn stux
JeTeN HE ObUIM pOJICTBEHHUKAMU. MaTb K 2005 1. Obl1a 79-
JIETHEN JKEHIMUHON. B pAaHHEM JIETCTBE OHA NEPEHECTIA
3MU30/, OCTPOTO, BEPOATHO, HOCTCTPEIITOKOKKOBOTO ITI0-
MEPYIOHEPPUTA, OT KOTOPOTO TOJTHOCTBIO BBI3OPOBE-
JIa, HE UMES1 B OCTIEAYIOMEM KAKUX-THO0 OOJIE3HEH 110-
uek. OTel] MaIUEeHTOB YMEP B BO3pacte 00 IET OT paKa jke-
JIyIKA. Y HETO HE OTMEYAIOCh HU 3200JIEBAHUI ITOUEK, HU
HATOJIOTHH OPTaHa 3PEHHSL Y 00C/IEJOBAHHBIX POACTBEH-
HUKOB ObUIN BBISIBJICHBI IBE MyTAIUK LAMB2: 10 OTHOM C
MATEPUHCKOH U C OTLIOBCKOM JIMHUM. Y MATE€PU MALIUCH-
TOB, KOTOPAd, KaK MPEANONAraI0Ch, OJLKHA Obula OBITH
OOJIMT'ATHBIM T€TEPO3UTOTHBIM HOCUTEJIEM, ObLIA BbISIB-
JieHa rerepo3urotHas mytarus ¢.2067C — G B 16-M 3K-
30He, cozaormas cron-kopon (Y689X). 3poposas cecr-
A MAIUEHTOB HE SIBJISUIACh HOCUTENEM MATEPUHCKON MY-
TAIUU U Y HEE HE ObUIO BBISIBIEHO HUKAKUX JIPYTUX 3HA-
YMMBIX U3MEHEHNHN B reHe LAMB2.

OpHaKO cecTpa oTa (TETS NAIUEHTOB), /7-J1€THAA
JKCHIIMHA, OKA3JIACh HOCUTCJIEM JPYIOM ICTEPO3UTOTHON
HOHCEHC-MyTanuu C.1122T — A B 9-Mm 3x30H€ (C374X).
Y 6para matepu (s nanueHToB) LAMB2-MmyTanuit 00-
HAPYKCHO HE ObUIO. ABTOPBI HCCICAOBAHUSA TPAKTOBAIN
3TU JAHHBIE KAK KOCBEHHBIE JJOKA3aTEIbCTBA TOTO, YTO
OOJIbHBIE, O CAHHBIE [TUPCOHOM, ObUIM KOMIIAYH/I-TETE-
PO3UTOTHBIMH 110 JIBYM HOHCEHC-MYTALHAAM, UTO IIPUBE-
JIO K IIOJIHOMY OTCYTCTBHIO f,-maMmununa. Kpome Toro,
JAHHOE UCCIIEJOBAHUE TPOJAEMOHCTPUPOBAIIO, UTO OObIU-
HOE TETEPO3UTOTHOE HOCUTEIBCTBO B IIAPE C HOPMAJIb-
HBIM AJUIEJIEM, 110 BCEH BEPOATHOCTH, HE ABIACTCA (DAK-
TOPOM, MPEAPACHONATAIOMUM K 3200I€BAHUAM TTOUYEK
v 1713 [ 19]. Takum 00pa3om, HEPBBIE IOKYMEHTHPOBAH-
HBIE CJIY4ay CUHAPOMA [IMPCOHA IPEACTABIISUIN OONbHBIX
C HOHCEHC-MYTALUAMU, YMEPHIUX B PAHHEM BO3PACTE OT
TEPMUHAIBHON YPeMUH. [l prueM marueHTsl ObUIN KAKIO-
MO3BUTI'OTHBIMH, TAK U KOMIAYH/-TETEPOZUTOTHBIMU [12,
18-20].

B ganpHEHIIEM OBIIU ONUCAHBI CTU C MOJOOHBIMU
MYTALUSAMH, KOTOPbBIE OIArofiaps 3aMECTUTENIBHOM 1O-
YEYHOU TEPATUU HEPEKUIIN HEPUOJ TPYAHOTO BO3PACTA.
Y BCEX 3TUX HALIUEHTOB PA3BUBAIACD IIPOTPECCUPYIONIAS
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CJIETIOTA U TSUKEJIBIE HEBPOJIOTMUECKUE HAPYIICHH S B BUJIE
3aJ€PKKU ICUXOMOTOPHOI'O PA3BUTHS U BBIPAKEHHOM
MBIIIEYHON MMIIOTOHUU. DTU NPOSIBJICHUS ObLIM PACLE-
HEHBI HE KaK ocnoxkHenne XITH, a Kak pe3ynpTaT reHeTn-
YECKOTO Ae(PEKTA, TEM OOJIEE UYTO ITO COOTHOCUIOCH C
BBIPAKCHHOM IKCIPECCUCH B,-TAMUHUHA B CTPYKTYPAX
IJ1a3a ¥ HEPBHOM CUCTEMbI B HOPME [5, 7, 10, 17] u ¢ Ha-
OJIIOJIEHUEM 32 MbLIIAMU Lamf3, —/— B sxkcnepumeHTe [10,
11]. TakuM 0OpPA30M, IEPBBIE UACHTU(PULIUPOBAHHBIE CIIy-
yau 3Tou OOJIE3HU COOTBETCTBOBAIN KIIACCUUECKOU (POP-
M€ CHH/IpOMA [InpcoHa ¢ MyTaluaMU, TIPUBO/SIIUME K
HPEXKAEBPEMEHHOMY OOPBIBY TPAHCIIAIUU U ACCOLIUUPO-
BAHHBIMU C OJIHBIM OTCYTCTBUEM 3KCIPECCUU JAHHOTO
Oenka. Tem He MeHee Heb3s ObUIO HCKIIOUUTD BO3MOXK-
HOCTb MYTALIUH, COXPAHAIOIUX OCTATOUHYIO (DYHKIIHIO
U IPOSIBISIIOMUXCs1 Goiee erkuM penorunom. B 2000 .
ObUTH OITYOJMKOBAHBI JIBE PA0OTHI, IEMOHCTPUPYIOIIUE
OoJiee IETKUE KINHUYECKUE Ctyuad |3, 8]. BombImHCTBO
HPEACTABIEHHBIX B HUX HAIJUEHTOB UMEIN TOUKOBbIE
muccenc-mytaun (€.961T — C;c4140C — A;c4177C - T)
U MOPAKEHUE TEX JKE CAMBIX OPI'AHOB, OJHAKO T€UCHUE
3a00/I€BAHUS Y HUX OTJMUAIOCh OT KIACCUYECKOTO OIH-
CaHust CUHApoMA [TupcoHa MEHBIIEH TSDKECTBIO U OoJiee
HO3/{HUM BO3HMKHOBEHUEM PEHAIBHBIX U NIA3HBIX NIPO-
SIBJIEHUH U OTCYTCTBHEM OTCTABAHUSA B IICHXOMOTOPHOM
passuThU. B 3TOM e rpymie Obulo [BA HALIUEHTA C MYTa-
nuen ¢.737G — A, umeBmmx u3oauposanubii BHC 6e3
IJIA3HBIX aHOMAIMH [3]. B 2007 . Hamu ObuT OLIMCAH €IUH-
CTBCHHBIA JOKYMCHTHPOBAHHBIN K HACTOALICMY MOMCH-
Ty ciyaait cuaapoma [lupcona B Poccu [1, 6]. V Hamiero
HALMEHTA OTMEYATACh TOMO3UTOTHASI TOUKOBASI MUCCEHC-
myTtaius c499G — T B 5-M 3K30HE LAMBZ2, BBI3BIBAIONIAS
MHCCECHC-U3MEHEHHE B MOJICKYJIE B,-TaMuHuHA — D167Y
(3ameHa 167-i1 AMHHOKUCIIOTHI ACIAPATHHA HA THPO3UH).
DTOT AMUHOKHMCJIOTHBIM OCTATOK JIOKAIM30BAH B VI 110-
MEHE, KOTOPBIA BAKEH JUIS IOJTUMEPU3BALUN JTAMUHUHA.
JaHHAs MyTaIUs HAXOAUTCS B 3BOJIIOIIMOHHO KOHCEPBA-
TUBHO¥ UaCTU OEJIKA U 3aMEHCHHBIN ACTTAPATUH TPHUCYT-
cTByeT B 167-# NO3UIMK B MOJICKYIIC B,-TAMUHIHA ¥ Pa3-
JIMUHBIX OMOJIOTMYECKUX BU/IOB (MBIIb, KYPULIA U T. [I,) U
B UCJIOBCUCCKUX B;- U Bs-maMuHuHAX. Ham naruenT umen
COOTBETCTBYIOIIEE BO3PACTY IICUXOMOTOPHOE PA3BUTHE,
U XPOHUUECKAS IOUYEUHAS HEJOCTATOUHOCTD Y HETO
C(pOpMUPOBANACH TOJILKO K BO3pacty 19 mecaues. Tpems
MECSIIAMU PAHEE Y HETO BO3HUKIIA JBYXCTOPOHHSA OT-
CJIOMKA CETUATKH C IIOJTHOU OTEPEN 3PEHUA JIEBOTO IJ1d-
3a. TeM HEe MEHEE ATOT CJIYUad SABIACTCA MPOABICHUEM
00J1€€ JIETKOro (PEHOTUIIA, UEM TIPU KIACCUUECKOM CUHJI-
pome [IupcoHa U ABISIETCA TPETBUM OHUCAHHBIM CJIy4Ya-
€M, IIPU KOTOPOM (DYHKIIUSI IOUEK COXPAHSLIACH K BO3Pa-
cry 1roxn|1,6,8 17)

T'ucronmaToJIorudecKue M3MeHeHHA
IMOYEeUYHOM TKAHH

Mop@oaoruuecKkiue u3MEHEHUs OUEK IPU CUHJPO-
Me [InpcoHa y uenoBeka Majo COMOCTABUMBI C MOJIENBIO
3200JICBAHUS Y JKABOTHBIX. Y OOJIBIMMHCTBA U3BECTHHIX K
HACTOSIIEMY MOMEHTY MAIMEHTOB OTMeUaIcs audys-
HBINT ME3AHTUAJIBHBIN CKIEPO3, COMPOBOKIAIOMUNCS B
psze crydaes (POPMUPOBAHUEM ITONYIyHUN [8, 12,15, 17—
20]. B o e Bpemsa MOPp(OJOrMUECKUE U3MEHEHU B TIOU-
KaX y MBIIEN OOJIbIIE COOTBETCTBYIOT MUHHUMAJIbHBIM
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nU3MEHEHMAM [11], uTO, BEPOATHO, CBA3AHO C PA3HBIM 3HA-
UYEHHEM [3,-TAMUHIHA JUISl PA3BUTUS II0UYEK Y MbIIIEH U Y
4YEJIOBEKA. Ie30prann3anys KO/UIAareHa U MPOTCOIINKA-
HOB, KOTOpast HaOmogaeTcs npu JudPpy3HOM ME3aHIH-
AIBHOM CKJIEPO3€, MOXKET ObITh OObACHEHA HAPYLIICHUEM
B3AUMO/JICHICTBHUS MEX/TY OCHOBHBIMH KOMIIOHCHTAMHU
I'bBM nipu otcyTcTBu B,-maMuHuHA. POPMUPOBAHUE TIO-
JIYJIVHUH Y HEKOTOPBIX TAKUX HALIUEHTOB, BEPOSITHO, CBS-
3aHO C MOBBIICHHON XPYIKOCTBIO MOBPEKACHHON 'BM
U 3KCCY/IALIMEN TUIA3MEHHBIX OEJIKOB Uepe3 MEMOPAHY B
POCBET Kancyibl Lymaanckoro—boymena. Baxxno orme-
TUTb, UTO Y MTAIIUEHTA, OHUCAHHOIO HaMu, MOP(onoru-
YECKUE U3MEHEHUS TOUEUHOH TKAHU OTJIHYAIUCH OT IIPeE-
apynmx cyuaes [1, 6]. Tor ¢akt, 4To Hpu CBETOBOH
MUKPOCKOIIUH [NIOMEPYJIbI BBIIAAEIH HOPMAJIbHBIMHY,
3aCTABJIAET JyMaThb O TOM, UTO AU(PQY3HbIN MEZAHTUAIb-
HBII CKJIEPO3 SIBJISETCS HE €AMHCTBEHHBIM MOP(ONOTH-
YECKUM TIPOSIBJICHUEM TOPAKEHUSI TOUEK IPU P,-TTaMU-
HUHONATUU. JJAHHBIE YJIBTPACTPYKTYPHOI'O UCCIIEAOBAHUS
HPUBOJATCS TOJBKO B OTJEIbHBIX ONMCAHHBIX CIYYAsX,
PUYEM U3MEHEHHS B OJJHOM U3 IIPEAbYIINX ONUCAHUI
COOTBETCTBOBAJIN MOHOTOHHO TOHKOM I'BM [15]. V Hamme-
IO HAITUEHTA OTMEUAIOCH 0OJIEE CEPBE3HOE MOBPEK/IE-
HHUE, IPEACTABICHHOC YUACTKAMU YTONLMICHUN, PACCIIOE-
HUI U TOJHOM Jic30opranusanuu ['bM, pacierieHuem la-
mina densa Ha OTAENbHBIC, HE COMPUKACAIOIIECT MEKITY
€O00H (PHOPUJLIBL.

BaXHO OTMETUTD, UTO BCE MALUEHTHI C 00JIEE JIETKUM
(peHOTHIIOM UMETU XOTA OBl OJHY MYTALMIO, HE OOPbIBA-
IOIIYIO TPAHC/ISLIUIO, B TO BPEMS KAK BCE IALIUEHTHI C TS-
KEJIBIMU TIPOSIBIEHUAMU CUHPOMA UMEJIU JIBE «YCEUEH-
HBIX» (truncated) myraiuu. Tem He MEHee CIIeyeT IpU-
3HATh, UYTO K HACTOSIIIEMY MOMEHTY HE U3BECTEH BECh
CIEKTP BO3MOKHBIX KIMHUUECKUX U MOP(OJOTUUECKUX
IPOABJACHUAN NIPH B,-IAMUHUHOIATAA U HCCOMHCHHA
3HAYUTE/IbHASA BAPUAOECIBHOCTb KAK PEHAIBHOTO, TAK U
J1a3HOTO (PEHOTHIIA. [ IprueM TSHKECTb HOPAKEHU S TIOUEK
HE BCEI/IA AP AJICIbHA TSDKECTU IIOP AKECHUS OPraHa 3pe-
HusL. BapradenbHOCTb IPOSBIEHUI CHH/IPOMA, BEPOSITHO,
SABJIACTCS OTPAKEHUEM KOPPEJIALIUIT MEXKITY TEHOTUIIOM U
(peroTHIOM. TEM HE MEHEE HENb3 UCKIIIOUUTh MOIU(H-
LUPYIOUIETO BIUAHUA HA (PEHOTHII IPYTUX, EIIE HEU3BE-
CTHBIX T€HOB U /UJIH JKOJOTHUECKUX (DAKTOPOB.

[To3TOMY OUEHD BAKHBIM SABJIACTCA JAUIBHCHILEE COIO-
CTABJICHUC JAHHBIX ICHETUUYCCKOIO UCCICIOBAHUA C Pe-
3YJIbTATAMU JUINTEILHOTO HAOJIOACHUS 34 BCEMH U3BECT-
HBIMH MALUEHTAMH I ONIPEJCICHUS IIPOrHOCTHUECKUX
MApPKEPOB PA3TUUHOMN IKCIPECCUU (PEHOTHIIA.

WHTEPECHBIM IPEACTABIAETCS U BOIPOC O TOM, MOXKET
J1 CUHAPOM [TUpCOHA ObIT TPEXAJUIEIBHON OOIE3HBIO?
Benp mpu Apyroun XOpPOomo U3ydEHHON JJAMIHUHOIIATHH,
BPOKICHHOM OYJUIE3HOM 3IUICPMOIN3E, HOBPEKICHUE
JIAMUHUHA-332 MOKET OBITh BBI3BAHO JIE(DEKTOM JIIOOOM
U3 TPEX €ro NEeNeH, T. €. MyTarusamu LAMA3, LAMAB3 wnu
LAMCZ, TOr1a KaK MaTOJIOTUS JIAMUHUHA-521 ceruac ac-
COLMMPYETCS TONBKO C B,-mamuuunonarucu. [1o scen
BEPOSTHOCTHU, 3TO PA3IUUAE MOKET OBITD CBA3AHO C TEM,
YTO BCE IEMU JIAMUHUHA-332 UMEIOT OJJUHAKOBYIO IKC-
MPECCUIO, OTPAHUUCHHYIO 06A3aJTbHBIMU MEMOpPAHAMU
KOXXU M CJIM3UCTOH U, HAIPOTUB, LI 0,5 U Y;, HTAPTHEPHI
1enu f, B JaMuHUHE-521, UMEIOT 3HAUUTENBHO OOJee
HIMPOKYIO IKCIPECCHIO B TKAHAX 110 CPABHEHUIO C CAMOY
B,-Lienbto. 1103TOMY MOXKHO IIPEAIONOKUTD, UTO ITATOJIO-
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'Y LEHU 05 1 OCOOCHHO Y; MOJKET OBITh IIPOCTO HECOB-
MECTUMA C JKU3HBIO [9].

Takum 00pa3om, cuHAPOM [IMPCOHA SBISETCS ele
OJIHUM, HEJABHO WJEHTU(PULIUPOBAHHBIM BAPUAHTOM
BPOKICHHOTO HE(PPOTHUECKOTO CUHApOoMA. K HacTosme-
MY MOMEHTY OIyOJMKOBAHO UCCIIEIOBAHNE, KOTOPOE MO-
Ka3aJ10, UTO B EBPOIIEHCKON MOMYJISAINHI 3TO 3A00/ICBAHUE
3aHUMAET YETBEPTOE MECTO CPEAU HANOOJIEE PACIPOCT-
paHeHHbIX npuunH BHC nocie HeppoTuueckoro CuHj-
poma PUHCKOro TUNA (BBI3BAHHOTO IC(PEKTOM HE(PPUHA),
AYTOCOMHO-PEIECCUBHOTO CTEPOU/I-PE3UCTEHTHOIO HE-
(ppoTrueckoro cuHAPOMA (BBI3BAHHOTO JIE(PEKTOM IO/I0-
1uHA) ¥ cugjapoma Jlennca—/Ipama (myrauus WI'T) [4].
B CBSI3M € 4EM CTAHOBUTCS OUEBHU/IHBIM, UTO THIATEIbHbIN
O(PTAIBMOJIOTHYECKUIT OCMOTP HEOOXOJUMO OCYILECTB-
JIATB IpU 06CEA0BaHUM JI0O0ro pedenka ¢ BHC. B ciy-
yae BBISBJICHUS TATOJOIUU OPraHa 3PEHUS Y MAIUEHTA
JOJDKCH IPEIIONAraThCa CUHAPOM [lupcona u emy B Ka-
YECTBE TECTA NEPBOI JTMHUK OOS3ATENBHO IPOBEJCHUE
I'CHETUYCCKOrO ananmm3a LAMB2. TIpunumad BO BHUMAHHC
TOT (PAKT, UTO B,-TAMUHUHONATHAS MOKET IPOTEKATD U O€3
HOPAKEHU Oprana 3peHus [3], JaHHOE UCCIEAOBAHNE
JOJDKHO BBITIOJIHATBCA U Y JETEH ¢ n30MupoBanubM BHC,
OCJIC UCKIIOUCHUA MyTaluil B renax HPHSI, NPHS2 n
WT'l. VIbTpaCTPYKTYPHBIE U3MEHEHUS TIIOMEPYIIIPHON
0a31IbHOM MEMOPAHBI ABJIAIOTCS BAJKHBIM MAPKEPOM
cunjpoma [Tupcona, u ux BbIABJICHHUE Y HAIIMEHTA C U30-
aupoBaHHbIM BHC TaroKe npeinonaraeT BblIOJHEHNAE
TEHETUUECKOTO UCCNENOBAHNS LAVMB2 B IEPBYIO OUEPEb.
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