B pe3ynbrare npoBeAEHHOIO MOJIEKYJIIPHO-TEHETUUECKOI 0 aHaJIn3a B IPYIIE CPAaBHEHUS
cpenu 51 manueHTOB ObUIO BBISIBICHO JABa Clly4as HOCHUTENIBCTBA FEPMHUHAIBHON MyTaluu
2282del4, uro cocraBuio ans rpynmsl 3,9 %. B 06oux ciydasx HOCUTEISIMU ObUIH MY)KUUHBI.

OtpaboTaHHBI METOJ] TIO3BOJISIET BBIABISITH HOcUTENer myTanuu 2282del4 B rerepo3uror-
HOM COCTOSHUH. B TO ke BpeMsi OTHOCHTENBHO OOJbIlast BHISABIEHHAS YacTOTa BCTPEYAEMOCTH
JAHHOW MyTaIlM JaeT OCHOBAaHME MPEIOIOKUTh HaIMYHe TOMO3UIOTHBIX HOcuTenel. [1ist BbI-
SIBJICHUSI BO3MOXKHBIX TOMO3UTOTHBIX CITy4aeB ObLT MPOBENICH TeTePOAYILICKCHBINA aHam3 75 00-
pasuoB JIHK mnanmentoB 6e3 BBISBIEHHBIX IeTEPOYIUIEKCHBIX MAaTTEPHOB B OCHOBHOM Tpymie
uccrenoBanus ¥ 49 00pasIoB rpymnimbl cpaBHEHHA. [ 3TOro B KauecTBe reHeTHYECKOr0 MaTepH-
ana gy [P ucronszoBanu cmeck JIHK anammsupyemoro nanuenta ¢ oopasuom JJHK 6e3 myta-
LIUM, OTCYTCTBHE KOTOPOH IMOJATBEP)KICHO CEKBEHMPOBAHHEM. B ciyuae roMO3UrOTHOIO COCTOSI-
Hust mytarn 2282del4 B pesynbsrare TILP co cmemannbivu obpasiamu JIHK u mocnemyromiero
ANEKTPOPOPETUUECKOTO aHATM3A MOYKHO OyZIeT HaOII01aTh MIPUCYTCTBUE FETEPOAYIUICKCHBIX TaT-
TEPHOB, XapaKTEPHBIX ISl JAHHOW MyTaruu. [IpoBeIeHHbIN reTepoayIieKCHbIN aHamm3 124 00-
pasuoB JIHK He BBISIBHII HU OTHOTO CTydasi TOMO3UTOTHOTO HOCUTEIbCTBA MyTanuu 2282del4.

3axnwuenue

[IpoBeneHHBINH MOJEKYISIPHO-TEHETUUECKUN aHaIU3 110Ka3al, YTo HauboJiee yacTo BCTpe-
yaromiascs mytanus rena FLG2282del4, yactota KoTOpoii B €BPONEHCKHAX MOMYJISAIMIX Y Ta-
ueHToB ¢ AJl konebnercs ot 17 no 50 %, B Haiel Tpyiie uccieq0BaHus MPUCYTCTBOBaja B
15,7 % cnyuyaeB B reTepo3UroTHOM COCTOSIHUU. B rpynne cpaBHeHMs yacToTa JaHHOW MyTa-
My cocrasuia 3,9 %.
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Beeoenue

IMporecc o0y4yeHus: CTyneHTOB (pakyabTeTa MHOCTpaHHBIX cryiaeHToB (PUC) B Memu-
IIUHCKHMX BY3aX CTAaBUT Iepes KOJUIEKTHBAMHU Pa3JIMUHbIX MMO/Ipa3/ieleHni, BKIto4as kadenpy
TUCTOJIOTMH, LIUTOJIOTUU ¥ SMOPHOJIOTHH, HOBYIO 33/1a4y — IPENoJaBaHue Kypca T’MCTOIOTUI
Ha aHIJIMICKOM S3BIKE.

Hcnonb30BaHre HHOCTPAaHHOW y4eOHOM IuTepaTypsl Ui MpernoiaBaHus Kypca THCTOI0-
MM Ha aHTJIMICKOM S3BIKE U €€ COIMOCTaBJICHUE ¢ YUEOHBIMU ITOCOOUSIMHU Ha PYCCKOM SI3BIKE
MOKA3bIBAIOT, YTO CYIIECTBYIOT HEKOTOPhIE HECOOTBETCTBUS B U3JIOKEHUHU y4eOHOI0 MaTepu-
asa. OcoOEHHO 3TO 3aTParuBaeT HUCIOJIb3yEeMble TEPMUHOJIOTHIO, KIACCU(PHUKAIMM, a TaKXKe
METOJI0JIOTUYECKUE MOAXO0/IbI B U3JI0KEHUH PA3JIMYHBIX Pa3AesioB Kypca ructosoruu. OgHum
U3 HUX SIBJISIETCS pa3Jiell, N3y4aronii THCTO(PU3NOTIOTUIO OPraHOB MYKCKOW TOJIOBOM CUCTEMBI.
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B nensx ontumuszanuu yueOHOro IMpouecca y CTYAEHTOB U3 3apyOeXHBIX CTpaH, Ipo-
aHATM3UPOBATh OCOOCHHOCTH U3JI0KEHHSI HEKOTOPBIX BOIIPOCOB FHCTOJIOTUYECKOTO CTPOCHUS
OpPraHOB MY>KCKOH IOJIOBOM CHUCTEMBI B YUE€OHBIX ITOCOOMSAX IO TMCTOJOIMU Ha aHTJIMHCKOM
S3bIKE U pa3paboTaTh HEKOTOPHIX PEKOMEHAAIUH /IS IPENOoIaBaTeIbCKUX COCTaBOB Kadep
THCTOJIOTUY MEULIMHCKUX BY30B, 00yUarOIIMX CTYI€HTOB aHIJIOS3bIYHBIX [PYIIIL.

Mamepuan u memoowl ucciedosanus

[Ipoananu3upoBaHo M30XKEHHE MaTepuana 1no teme «I['mcrodusnonorus Myxckoi mo-
JIOBOM CHCTEMBI» B YUEOHBIX M3/IaHUSX, UCTIOIB3YEMBIX MEIUIIUHCKIMHU IITKOJIAMH U YHUBEP-
cureramu CIIA, BenukoOpurtanuu, Kananel, Anonuun, Maaun.

Pezynomamul uccnedosanus u ux 0ocyymcoenus

Ananu3 yueOHOH UTepaTypsl OKa3all, YTO IPU U3YyYEHUU IMCTOJIOTMYECKOTO CTPOEHUS
OpPraHOB MY>KCKOM IMOJIOBOM CHCTEMbI Ha aHTJIMACKOM SI3BIKE, TIPETIOAaBaTeIsiM ClIeyeT o0pa-
TUTh BHUMAaHUE HA Pa3HOBUIHOCTb BHYTPUTECTUKYJSIPHBIX KaHAJIBIEB, K KOTOPHIM OTHOCAT —
M3BUTHIE KAHAJIbLIBI, NIPSIMbIE KaHAJbI[bl, KAHAJIbIIBI CETH CEMEHHUKA, a Tak e 15—20 BbIHO-
cAIMX KaHambles [1].

Crnenyer nmoI4epKHyTh, YTO BHYTPUTECTUKYJISIPHBIE BHIHOCAIIME KaHAJbIIbI, (POPMHUPYIOT
B CEMEHHUKaX JIUIIb KOPOTKHE MPSIMbIE CEIMEHTHI, TOI/la KaK, 00JblIas UX 4acTh PacHojo-
JKE€Ha 3a MpezesiaMu MYKCKOH MO0JI0BOM TOHA/IbI.

Kak ToibpKO BbIHOCSIINE KaHAIbLbI BEIXOAT U3 CEMEHHUKA, OHU CIMPAJIbHO CKPYUYHBAsCh,
dopmupyroT oT 6 10 10 KoHMUECKOH (OPMBI CTPYKTYpP, UIMEHYEMBIX COCYIMCTBIMH KOHYCAMHU
(coni vasculosi), ocHoBaHHsI KOTOPBIX (POPMUPYIOT TOJIOBKY MPHIATKa CEMEHHHUKA [2].

HenpocTeiM BOIIpOCOM B M3y4€HHUU I'MCTO(PHU3MOIOIMHM OPraHOB MY>KCKOM IOJIOBOW CH-
CTEMBI SIBJIETCS BOIPOC 00 3MUTEINATBHON BBICTUIIKE PA3JIMYHBIX OT/EIOB CEMSIBBIHOCSALINX
yTel, KIETOYHOM COCTaBE AMUTENUS U IOHUMAHUU POJIM Pa3IMYHBIX OTJEIIOB CEMSIBBIHOCS-
IIMX MyTel B 00pa30BaHUM ISKYJIATA.

CeMmsBBIHOCSIIME IIYTH HAYMHAIOTCS BHYTPH CEMEHHHUKA NMPSIMBIMU KaHAJIbLIAMH, Tepe-
XOJSIIMMH B KaHANIBLIBI CETH B 00JacTu cpenoctenus oprana. O0a Buia STHX KaHAIBLEB BbI-
CTJIaHBl OJTHOCJIOMHBIM KyOMUeCcKUM snuTenueM [1, 2]. DnurenuanbHble KJIETKH, BBICTHIIAO-
1€ KaHAJIBLIBI CETH CEMEHHUKA HECYT Ha CBOEH alMKaJIbHOW IMOBEPXHOCTH OJHY PECHUUKY U
CPaBHUTEIBLHO HEOOJBIIOE KOJUYECTBO MHKPOBOPCHHOK [2]. B yHKIMOHAIBHOM OTHOILIE-
HUM TpsSMble U W3BUTbIE KaHAJBIbl MPEACTABIAIOT COOON TPaH3UTOPHBIE CTPYKTYpHI AJIS
CIepMaTo30M/10B, 00pa30BaBIINXCS B U3BUTHIX KaHAJIbI[aX CEMEHHMKA, TaK KaK M0 HUM MYX-
CKHE MOJIOBBIE KJIETKU IOCTYTAIOT U3 CEMEHHUKOB B BBIHOCSIINE KaHAJIbLIBI.

BoiHOCAIME KaHAIbIBI BHICTIIAHBI MHOTOPSIIHBIM IIPU3MAaTHYECKUM JIIUTEIINEM C Yepe-
QYIOIIMMHU TPYIIAaMU BBICOKHUX KJIETOK, HAa3bIBAEMBIX PECHUTYATHIMU NPU3MATUYECKUMHU H
KOPOTKHX KJIETOK, Ha3bIBa€MbIX Oe3pecHUTUaThIMU KyOuueckumu [2]. bespecHuTuarsie Ky-
OMuecKre KIETKH HECyT Ha CBOEH MOBEPXHOCTH MUKpOBOpcHHKU. OHHU obecreunBaroT abd-
copOuuio OosbIIel YacTH TECTHKYJISIPHOW JKUAKOCTH, BbIpaOaThIBAEMON B M3BUTHIX CEMEH-
HBIX KaHaJIbLIaX, YTO CHOCOOCTBYET IMOBBIIIEHUIO KOHIIEHTPAI[MM CIIEPMATO30MJI0B B BBIHO-
CAIMX KaHaIbllax. PecHUTUaThle NpU3MaTHUYECKNE KIETKH NEPEMELIAIOT CIIEpMaTo30uabl U
OCTaBIIYIOCS TECTUKYJISIPHYIO )KMJIKOCTh B IPOTOK NMpUIAaTKa CEMEHHHUKa [ 1].

B pycckos3pruHol ydeOHOM nuTepaType 3MUTENNH BHIHOCAUINX KaHaIbIEB HE OMMCAH C
MO3HIIMU €r0 MHOTOPSTHOCTH, XOTS Ha Halll B3IJIsLI, yOoTpeOIeHne TepMUHA MHOTOPSTHBIN B
JTAHHOM CJTy4ae BIIOJIHE YMECTEH, TaK KaK MEX1y PECHUTUATBIMU NMPU3MATUYECKUMU KIIETKa-
MU, BBICTUJIAIOIINX BBIHOCSIIIME KaHAJBIbI, IPUCYTCTBYET TPETUN BUJ KJIETOK, HA3bIBAEMBIX
6a3anpHbIMU [2]. OHM IPEACTaBIAIOT cOO0M MEIKHE CTBOJIOBBIE KJIETKU, KOHUYECKOH (POpMBI,
o0ecreynBaroIe pereHepaluio AMUTENNUs BBIHOCAIIMX KaHAIbLEB M MPUAAIONINE €MY BH]
MHOTOPSTHOCTH.
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[IpoTok mpuaaTka CeMEHHUKAa M CEMSIBBIHOCSIIMI MPOTOK BBICTIIAHBI MHOTOPSIIHBIM
npusMatndeckum snutenueM [1, 3]. B pycckos3plaHOM y4eOHOM auTepaType SMHUTEINUM, Bbl-
CTUJIAIOIIUHM MTPOTOK MPUJATKAa CEMEHHUKA HA3bIBACTCSl OAHOCIOUHBIM ABYPSIAHBIM [4, 5].

OnuTenuii TpoTOKa MPUAATKa CEMEHHUKA M CEMSBBIHOCAIIETO MPOTOKA COAEPKHUT JBa
BHJa KJIETOK — HauOoJiee MHOTOYHMCICHHBIC TaBHbIC KIeTKH («principle cells»), necymiue
CTEPEOIMJINY Ha UX alUKaIbHON MOBEPXHOCTH M MEHEE paclpoCTpaHeHHbIe Oa3aibHbIe CTBO-
JIOBbIE KaMOHMaJIbHbIE KJIETKH, BCTABIIEHHBIE MEXIY IJIaBHBIMH. BbicOkne mpu3MaTH4ecKOn
(dbopMBbI TTIaBHBIE KIIETKU B PYCCKOA3BIYHOW y4eOHOM uTepaType ¢ y4eToM UX (GOpMbI Ha3bI-
BaIOT CTOJIOYATHIMU AIUTETHAIBHBIMU KJIETKaMU [4].

['maBHBIE KJIETKU OCYIIECTBIISIOT HECKOJIBKO BXKHBIX (PYHKIMNA — abcopOuuio 00sbIen
YacTU TECTUKYJISPHON >KUJIKOCTH, MOCTYIUBIICH B JaHHBINA OTAEN SMUIUAUMHUCA; (HarolnuTO3
OCTaTOYHBIX TeJell U JereHepPaTUBHBIX (OPM CHEPMATO30UJIOB, a TAK)KE BBIIOIHSIOT CEKpe-
TopHyto ¢yHKIU0. CekpeTopHas (YHKIHMS TJIaBHBIX KJIETOK CBSI3aHAa C UX CHOCOOHOCTHIO
BbIpabaThIiBaTh MIHULEPOIGOCPOXOIUH, CHATIOBYIO KUCIOTY U TJIMKOMPOTEUHBI — BEILECTBA,
CIOCOOCTBYIOIINE JO3PEBAHUIO CTIEPMATO30U OB [2].

Kananb1el, popmupyromniye npuaaTok CEeMEHHUKA, MPEACTaBIsIeT co0oi Hanbomee mpok-
CUMAJIbHYIO YaCTh CEMSBBIHOCSIIUX MyTeH, B KOTOPOU AMUTENUN HHOUIBTPUPYIOT MUTPUPY-
IOIIKE CIO/a, TUM(OLMTHI, Ha3bIBacMbIe rana kierkamu («halo cells») [2].

3axnwuenue

[IpenonaBanue kypca ructonoruu cryaeHtam OUC tpebyer oT mpernoaaBaresieil mo-
IpOoOHOro aHalM3a MaTepualia Y4eOHBIX W3JaHWH Ha aHTJIMICKOM U PYCCKOM SI3BIKAX JUIS
OTIpENIeNICHUsI COOTBETCTBUI B M3JI0KEHUU MaTepHalia U METOJOJIOTMUYECKUX MOAX01aX Pa3HBIX
THCTOJIOTUYECKUX IIKOJI, YTO Ha HAII B3I, SBJISETCA BAXKHBIM JUISI ONTUMHU3AIUN Y4€OHOTO
npoiiecca u 6osee Ka4eCTBEHHOW MOJrOTOBKY CIIEUATMCTOB ISl 3apYOEKHBIX CTpaH.
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