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ctuu MuenonepokcuaazHo-H,O,-xnopunHoii cucremsl. O30H cam 10
cebe sBIsIeTCs OAKTEPHIMAHBIM, HO B KOMOMHAIIMH C IIEPEKHCHIO
BOJIOPOZIa OH CTAHOBHTCS elle 0ojiee TOKCHYHBIM TSI MUKPOOPTaHU3-
MoB [9]. Bupumo, ycuieHue aHTHOAKTEpUAIbHOW PE3UCTEHTHOCTH
CIIEPMOIUIA3MBl IIOCNIE O30HOTEPAalliH CBS3aHO C DK30TCHHO IIOCTY-
MAOMIM 030HOM JAPYTHM 00pa3oM, HalpuMep, 4epe3 CTUMYJIILHIO
HMMYHHOH CHCTEMBI, HO MEXaHH3Mbl HMMYHOTPOIIHOIO JeHCTBHs
o3oHoTepanuu [10, 11] ocTarorcs 3a paMKaMH HACTOSIIEH pabOTHL.

Tpamuunonnoe nedenne XII, Bxirovaromee B cedst aHTHOAKTe-
pHAJIbHYI0 M IIPOTHBOBOCHAJIUTEIbHYIO TEPaluio U SBIIOIIEECS
9TUOJIOTUYECKH HAIpaBICHHBIM, K COXKaJCHHIO, HE CMOIJIO 3HAYH-
TEJIBHO YITyYIIMTh IOKa3aTeNd CHepMOrpaMMbl. B ycioBWsAX mim-
TEJIBHOTO CYIIECTBOBAHUS OCJIOXHEHHON MH(EKIMN MOYEBBIX ITyTei,
kakoil sBisiercs XII, monHast spaguKaIys MaTOTeHHOW MHUKPOGIOpPHI
SBJISIeTCS TPYIOHOH 3ajmadeil. MHKpOOBI, CyIlecTByIOIMEe B BHIE
OHMOIJIEHOK, NTPUOOPETAOT YCTOHYHUBOCTh K KypcaM aHTHOAKTepHallb-
HOIl Tepanuu [15]. OTuM 1 00BsAcHAeTCA ckIoHHOCTh XII K perman-
Bupylomemy TedeHuto. He orpumas 3((eKTHBHOCTH STHOTPOIHOM
Teparnuu B JIe4eHUH OECIUIOHBIX MYK4uH, cTpanatommx XI1, cienyer
IIPU3HATH HEOOXOAUMOCTD IPOBEACHUS MEPOIPUATHI, HAIIPaBIEHHBIX
Ha IPeIOTBpAlleHNe TATOTeHHOr0 BO3ACHCTBUS BOCIAIUTEILHON3ME-
HEHHOH cliepMaIbHOH IJ1a3Mbl HA CIEPMATO30UIbI.

HccnenoBanue MOKa3bIBaeT IMPEUMYINECTBO KOMOHMHHPOBAHHO-
IO JICUCHWs, BKJIIOYAIOIIETO O30HOTEPAIHNIO, Mepes TPaAUIHOHHBIM
JIYEHUEeM Ui Koppekuuu matocrepmun y OonpHbix XII. Cremyer
MPU3HATH JOIyCTHMBIM M 0e30macHbIM IpuMeHeHne o3oHa mpu XII,
a, yYHUTHIBas BBIIBICHHYIO paHEe aCCOLHAINIO MY>KCKOTO OeCILIONMS
npu XI1 u marocnepMun, MOXKHO HaJEAThCS HAa HOpMAalu3aLuio dep-
TUIBHBIX CBOICTB 2AKYJIATA Y 9TOH KaTErOPHH JIUII.
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TEHETUYECKU OBYCJIOBJIEHHAS YJIBTPACTPYKTYPHAS ITATO-
JIOruA CIIEPMATO30UM10B

E.H. BOYAPOBA®

VIbTpacTpyKTypHas CIIEPMOIATONOTHS 6a3UpyeTcs Ha TOM, 4TO B €€ OC-
HOBE JISXKHUT TATOJIOTHS KJIETKH U OCOOGHHOCTH CTPYKTYPbI H (DYHKIUH
KJIETOYHBIX OpraHou0B. Takoii moaXo/ JaeT BO3MOKHOCTb IPEUI0KHTD
CTPAaTEeruio OILIOJOTBOPEHHUS U, B OydylieM, pa3paboTaTh TepaneBTHYE-
CKHE HOJXOMBI K JTOCTHKEHHIO (PePTHIIBHOCTH.

* 123098, Mocksa, yn. amanen, 1.16, ma6-s kmerousoi umienepun HUN
BUPYCOJIOTHU UMEHU /X_[‘I/I. HBanosckoro PAMH

B nacrosiiee Bpemsi 00LIENIPU3HAHHA POJIb MYXKCKOTo (hakTopa
B OecruiofHbIX Opakax. I1o oIeHKaM pa3NUYHBIX aBTOPOB, MY>KCKOH
¢daxrop sBisiercst npuunHoit ot 30% 10 50% Ge3neTHBIX Opakos,
coctaissa 10% Bcex nmap penpoyKTHBHOTo Bo3pacra [24].

Bp160p METOZOB JIEUEHHS MY)KCKOTO OECIIONMS 3aBUCUT OT
NIPaBWIBHOTO BBISABJICHUS NPUYMH, JEXKAIIUX B OCHOBE HapyIICHUH
(bepTunbHOCTH. OCHOBHBIM METOJIOM TEPBUYHOM JHMATHOCTUKHU SBIIS-
eTcsl PYTHHHBIH METOJ HCCIENOBaHUS JSKyIiTa (CIepMorpaMmma),
MO3BOJISIIONINI [OCTaBUTH IIPEABAPHUTENBHBIN MAarHo3 M HAMETHTb
MyTH JajnbHeiiniero obcnenoBanus. Mopdonorus crepMaTo30HI0B,
Hapsay C KOHIEHTpalWed U IOABIKHOCTHIO, SIBISIETCS ONHHM H3
OCHOBHBIX ITAPAaMETPOB, OINPEEIAIONIMX OILIOJOTBOPSOILYIO CIIO-
cOOHOCTh criepMbl. MoOp(]OJIOrHI0 CrIepMaTO30HAOB HCCISAYIOT Ha
Ma3Kax JSKyJIsITa, OCHOBHBIE KDHTEPHH HOPMAJIbHBIX CIIEPMaTO30UI0B
OIIPeNeISIOTCS TI0 MOPHOMETPHIECKUM ITapaMeTpaM T'OJIOBKH, COEIH-
HHUTEJIBHOrO ydacTka U krytuka [27]. Koppemsuust mopdonoruu
CIePMATO30HJ0B C PAa3IMYHBIMH OMONOTMYECKUMHU TECTaMH HIU C
pe3yibTaTaMH  BCHOMOIATENBHBIX  PEIPOXYKTHBHBIX  TEXHOJIOTUH
MO3BOJIMIIA JaTh OINPEJCICHHUE MOHATHIO «HOPMAJBHBIH CIIEpMaTo30-
un» [15]. Baenpenue mociiequero ObLI0 BeChbMa BaXKHBIM JUIS OTIpEJie-
JICHHUSI OILIOJOTBOPSIOIIEH CIOCOOHOCTH CIIEPMATO30HMIO0B HPH IIPH-
MEHEHHH PENpPOAYKTHBHBIX TEXHOJOTHH. AHOMaIbHBIE HOPMBI OBLIH
ompesieNeHBl HA OCHOBAaHMH ATUNUYHOM (opMbl roixoBku. Ho stm
JJaHHBIE HE MOT'YT IIOSCHUTH KJIETOYHBIE OCHOBHI (hepTHIN3ALHOHHOM
HEKOMIICTEHTHOCTH KJIETOK W3-32 OrPAHUYCHHBIX BO3MOXKHOCTEH
CBETOONTHYECKOH MUKPOCKONHUH. YIBTPACTPYKTypHasl OLEHKA CIIep-
MAaTO30UJIOB [I03BOJISIET YTOYHUTH POJI aHOMAJIMH MOP(HOJIOTUH cliep-
MaTO30M/I0B, OTPAXKAIOMIHNX (DYHKIMOHATIBHYIO HEOCTATOUYHOCTb.

VABTpacTpyKTypHas CIIEPMOIIATONOTHUS — 3TO JUCLHILIMHA, KO-
TOpasi XapakTepH3yeT CTPYKTYpHBIE U (yHKIIMOHAIBHEIC HAPYIICHHS
criepMaro3ouioB. OHa TaKkKe MO3BOJIACT BBIABUTH MEXaHH3MbI (ep-
TUIN3ALMOHHOW  He3(pGeKTUBHOCTH cnepmaTto3ouaoB. Ilomoraer
HICHTH(GHUIUPOBATh T'EHETHYECKH OOYCIOBICHHBIE (EHOTUIEI OT
HPHOOPETCHHBIX. YIIBTPACTPYKTYpHAs CIIEPMOINATONONIOTUS TT03BOJIS-
€T NpPEUIOKUTh CTPATEIHI0 OCYIIECTBICHHS OIUIOJOTBOPEHUS H, B
OymymeM, pa3paboTaTh TepaneBTHYECKHE ITOIXOABI K JTOCTHKCHUIO
¢deprinpHOCTH. CHEpPMONATOJIOTHs IMpPEICTaBIsieT COOOW YacTHBIN
cilyyall TeHepaJbHOW KOHLENIMHM KIETOYHOW NAaTOoJIOTHH, pa3pado-
TaHHOH BHUPXOBBIM, KOTOPBIl 000CHOBAT HIEI0 O TOM, YTO B OCHOBE
BCeX 3a00JICBaHHUI JISKHUT MATOJOTHS KIETKH M OCOOCHHOCTH CTPYK-
TYpsl U (QYHKIMH KICTOYHBIX OpraHouaoB. C TOYKM 3peHHs KOHLET-
LU YIBTPACTPYKTYPHOH CIIEPMONATOJIOTHH, MOTYT OBITh MICHTU(U-
LMPOBAHbI JIBA OCHOBHBIX THIIa AHOMAJIMil CIIEpPMAaTO30HMIO0B: IPHOO-
peTeHHbIe (HecnenupuyecKre) U FTeHeTUYEeCKH 00YCIIOBICHHBIE.

ITepsas rpymma 6oee MHOTOYNCIICHHA. Y Ka)KJIOro MamyeHTa B
3TOM Ciy4ae OOHApyKMBAaeTCS IeTepPOreHHas KOMOWHAIMS Pa3HBIX
U3MCHEHHUH, MHAUBHIyallbHash I Kakgoro manuenra. Hecrenndu-
yeckne ne(eKThl CIepMaTO30M/0B INPEJCTaBIAIOT OO0 reTeporeH-
HYIO TPYyNIly aHOMaJuil co ciy4ailHbIM pacrpeneneHueM. OHU He
HOCSIT CEMEHHOro XapakTepa, 4acTO BTOPHYHBI IO OTHOIICHUIO K
AHJPOJIOTHYECKUM 3a00JI€BaHHUSIM M JPYTHM, SK30T€HHBIM M 9HIOICH-
HbBIM, (DaKTOpaM, KOPPEKTHUPYIOTCS TEpANEeBTHYECCKHMH METOJaMU
YacTo MHOXECTBEHHBIC aHOMAJIMU TOJIOBKH U JKTYTHKOB IPEACTaBIIC-
HBl OJHOBPEMEHHO, HX IIPOSBICHHS MOTYT MEHATBHCSA IO BPEMEHH Yy
OJIHOTO M TOrO ke nanuenTa. Hecrenndudeckie aHoManuu xryTHKOB
OIMCAHBI B MOMYJISALHUU (EPTUIIBHBIX U MHPEPTUIIEHBIX MYKUHUH [6].

Bo BTOpoM cirydae, crepMaTo30UABl ¢ KaKOH-THOO XapakTep-
HOW aTUNuei CTPOEHUs! COCTABIAIOT O00JblIy0 (MO0 TOTAbHYIO)
Y4acTh KJIETOK JSKYJIATa JAHHOTO MAlMeHTa. DTH aTHIMH MOTYT OBITh
Ha3BaHbBl CHCTEMHBIMU, WIH CHHAPOMHBIMH, TaK Kak (pEHOTHII cIiep-
MAaTO30M/I0B HE MEHSETCS CO BPEMEHEM, He MOJJIaeTCs TepareBTHye-
CKOM KOPPEKLHH, U CXOJCH C aTUIHAMHU APYTUX MAIHEHTOB C aHAJIOo-
THYHBIMH HapYIICHUSAMH (EepTHIBHOCTH. Takue aHOMalIuH HMEIOT
CeMEHHBIH XapakTep U JI0Ka3aHHOE I'eHETHYECKoe NPOMCXoKAeHHe. B
HACTOSIIIEE BPEMsI OIIMCAHO 5 TUIIOB CHHAPOMHBIX MATOIOTHIL.

1. HepBuynas nuimapuas auckenesus (IILIJL) y myxuun ¢
acreHo3oocnepmueii [1, 9]. B HOpManbHBIX CriepMaro3oujax akco-
HEMa 3aHMMAaeT LEHTPAIbHYI0 4YacThb JXryTtuka (puc.l). AxcoHema
pacIooxKeHa Mo IIa3MaTHIECKOH MeMOpaHOH JKTyTHKa H COCTOUT
13 9 ABOHHBIX MHKPOTPYOOUeK (KOTOpbIE HA3bIBAIOTCS IYIUIETAMH),
PACIOJIOKEHHBIX 0 OKPYXXHOCTU BOKPYI JABYX OJMHApPHBIX MHKPO-
TpyOouek, Iexalux B LeHTpe. Takas CTpyKTypa HOCHT Ha3BaHUE
(9+2) u xapakTepHa Ui XTYTUKOB M PECHHYEK BCEX dYyKapHOTHYe-
cKuX opraHu3MoB. Kaxapiii nepupepuyeckuil IyImiIeT COCTOHT H3
MOJTHOH MHKPOTpyOOuKH (CyObenuHHUIa A) H NMPUMBIKAIOMEH K Hel
HETONHOH MHKpOTpyOouke (cyobenunuua B). OT cyOpeauHuibl A
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Ka)KJIOr0 AyIUIeTa B CTOPOHY CyObeqUHHUIBI B ciemyroiero mo gaco-
BOH CTpelKe IyIUleTa OTXOASAT BBIPOCTBI, COCTOSIIME M3 OelKka au-
HEWHa, T.H. IMHEHHOBBIC PYUYKH, HApY)KHasi M BHYTpeHHss. [lymieTs
COCZIMHEHBI TOHKMMH HEKCHHOBBIMH (TI0 Ha3BaHHUIO O€JKa) MOCTHKa-
MH, B CTOPOHY IEHTPaIbHOU Iapbl MHKPOTPYyOOUEK OTXOIAT pajau-
IbHBIC «CIMIBY. Bes aTa cTpykTypa oOecreunBaeT CKOJb3sIIee
JBIDKEHHE MUKPOTPYOOUEK, JIeKallee B OCHOBE YHIYJIALNH XKIyTHKA.
MukpoTpyOOUKH KpemsTcs: K IPOKCUMAIbHOHN IIEHTPHOIH MO/ FOJIOB-
KOM CIiepMaTo30u/ia U TSHYTCS OT LICHKU CrepMaTo30ua 10 KOHYNKA
xrytuka. [lpu ITLJ] nopakaroTcst CTPYKTYpbl aKCOHEMbl XI'YTHKOB
(MHKPOTPYOOUKH, TUHEUHOBEIE PyUKH) (pHc.2, 3).

AHOMaJNY Pa3JIMYHBIX KOMIIOHEHTOB aKCOHEMEI JKI'yTHKOB He-
KOTOPOH 4acTH CIIEPMAaTO30HMI0B MOTYT BCTpeuaThcs Y (epTHIBHBIX
MAIEHTOB OHAKO BBIBIEHUE Ne(heKTOB aKCOHEMBI )KI'yTHKOB y BCEX
CIIEPMATO30MJ0B WM Y UX OOJIbLIEIl YaCTH CBSA3aHO CO 3HAUUTEIIBHBI-
MM HapyLICHHSMH IIOJBIXKHOCTH CIlepMaTo3ouioB. IIpoenenue
KOJIMYECTBEHHOI'O aHalM3a YacTOTHl aHOMAIHH HMMeeT IPOTHOCTHYE-
ckoe 3HaueHue. Hambonee 4acThIM Je()EKTOM CTPOCHUS AKCOHEMBI
SBIIICTCS BPOXKICHHOE OTCYTCTBHE OJHOH MIIM 00CUX IEHTPAIbHBIX
MHKpOTpy6ouek (medext 9+1 mmu 9+0) [6], 4TO BBIpaKaeTCs B 3HAYH-
TEJIbHOM YMEHBIICHUY WJIH ITOJTHOM OTCYTCTBHU HOJBIDKHOCTH.

Puc. 1. TpancMHCCHOHHAS AIEKTPOHHAS MUKpockonus. [Tonepeunslit cpes
gepe3 CpeIHMiT OT/Ie HOPMANBHOTO XKryTHKa (9+2). 11 — nenTpansHas mapa
MHUKpOTpybouek, [T — nepudepudeckne aymiersl MUKpOTpyOOUeK, [| — nuHen-
HOBBIE py4kH, @ — mIoTHbIe puOPUILTEI, M — MuTOXOHAPHH. MacmTab:
crpenka — 0,1 Mkm

YacTo BCTpedaroTCsl TaKHE aHOMAIIMU aKCOHEMBI, KaK: OTCYTCT-
BHE JWHEHHOBBIX PYYeK OKOJO NepH(epHIeCKUX IYIUIETOB MHKPO-
TpyOoueK (M HapyXKHBIX U BHYTPEHHHUX, JIMOO TOJIBKO HAPYXHBIX WM
TOJBKO BHYTPEHHHX; A€30PraHM3alis KaKoro-auoo mepudepudecko-
ro myIuleTa; OTCYTCTBUE paJMalbHBIX CIIHIl aKCOHeMBI. IIpoBencHue
KOJIMYECTBEHHOI'O 3JIEKTPOHHO-MUKPOCKOITHYECKOT0 aHaIn3a IoKa3a-
JI0, YTO B IPyIIIEe NAIHEHTOB CO CHIDKEHHOHN MOJBIKHOCTBIO CIIepMa-
To301n0B (MeHee 20% IOIBIIKHBIX) HApyIICHUS YIbTPACTPYKTYPHI
Pa3IMYHBIX AKCOHEMHBIX 2JIEMEHTOB BCTPEYAIOTCS 3HAYUTENBHO Yallle
[10]. IIpumepHo B 50% ciy4aeB TakHe HapyLIEHHS BCTPEYalOTCA B
COYETAaHUH C KIAacCHUYecKoil Tpuamol cuHapoma Kaprerenepa — xpo-
HHYECKHe CHHYCHTBI, OPOHXO0IKTA3Bl, situs viscerum inversus [4].

BesiBieHo >12 XpOMOCOMHBIX JIOKYCOB, OTBETCTBEHHBIX 3a
ML [3]. CroHTaHHBIE MyTalMU B I'eHaX, KOJIUPYIOIIUX TSDKEIIbIe
quHenHoBsle e (DNAHS) u cpennme (DNAIL) oGHapykeHBI B
cembsix i ¢ [T ¢penotunom [19, 20]. Y Mblmel, HOKayTHBIX IO
reHaM, KOJMPYIOIHM JIBE TsDKENble LIeNH JUHEUHA, BBISBICHBI PECII-
paTopHbIe 3a00J€BaHus H yIbTPAaCTPYKTYpPHbIC aHOMAINH, aHAJIOTUd-
Hele 4esnoBeyeckuM [11]. Pf20 u Spagb — nBa Geinka HEHTPaIbHOTO
afmapara akCOHEMBbI, YYacTBYIOIIHE B MOJMMEPH3ALUN MHKPOTPYOO-
yek. MpImy, unreHnsie Spag6, OecIIoAHb H3-32 aCTCHO300CIEPMHUH,
CBSI3aHHO C OTCYTCTBHEM LIEHTPAJILHOMN Iapbl MUKpOTpyOouek [21].

2. Tncnaasust ¢pudpo3noro ciosi. DOuOpo3HBIA cloit — yHH-
KaJlbHAasl UTOCKENeTHAss CTPYKTypa, OKpYKalollas aKCOHeMY U Ha-
PY’KHBIE IUIOTHBIC (PUOPYILIBI B OCHOBHOM OTJIEJIE KI'yTHKOB CIIepMa-
10301108 (puc.3). ®UOPO3HBII CIIOH COCTOUT U3 JIBYX IPOJOJIBHBIX
KOJIOHOK, CBSI3aHHBIX OJM3KO PACIIOJIOKEHHBIMH IOJTyKOIBI[EBBIMU

pedpamu. PuOpPO3HBIN cI0if BiUseT HA GOPMY M IIIOCKOCTD JIBHKE-
HUS XKTyTHKOB. [Touty monosuHa 6enxa B puOPO3HOM cl10€, H30JIHPO-
BaHHOM M3 MBIIIUHBIX crepMaTo3onioB — AKAP4. B ¢ubpozHom
clloe Takxke OOHapyKEHbI CHEPMOCICHU(PUUECKHUE TIHKOIUTHIECKHE
¢depmentsr [7]. Ilpu aucmmasuu ¢ubposnoro cuos (JADC) mpoucxo-
JIUT YTOJIIIEHHE OCHOBHOI'O OT/EJA JKIYTHKOB CIIEPIIMAaTO30MI0B [2,
8]. Ilpu ysnbTpacTpyKTYpHOM HCCIIEIOBAaHUU BBISABISIETCS Hemapal-
JIETbHOE PACIIOI0KEHNE KOMIIOHEHTOB (hHOPO3HOTO ciiost (puc. 4).

Puc. 2. TpanCMUCCHOHHAs IEKTPOHHAs MUKpockonus. [Tonepeunslit cpes
gyepe3 OCHOBHOI OT/Ie] aHOMAJIBHOTO XTIyTHKa (9+0) — OTCYTCTBYeT IIEHTpallb-
Hasi Tapa MHKpoTpyOouek (ctpenka). MacmTab: crpenka — 0,1 MkM

Puc. 3. TpancMUCCHOHHAS AIIEKTPOHHAs MUKpockonus. [Tonepeunslit cpes
4yepe3 OCHOBHOI OT/IeNl aHOMAJILHOTO JKTyTHKA. OTCYTCTBYIOT IMHEHHOBBIE
PYUKH IyIUIeToB MUKpoTpy6ouek. @ — pubpo3Hslii ci10it HopManbHOit MOpGho-
norun. Macmra6: crpenka -- 0,1 MkM

Kannunatusie rensl — rensl cemeiictBa ACAP (A-kuHa3a cBsi-
3piBatomne Oenku, A-kinase anchor proteins) ACAP 4, ACAP3,
TACAP-80 [13]. ®ynkuueit ACAP3 u 4 sBisiercst CBS3bIBAHUE C
nAT®-3aBucumoii npotennkuHazoit A (IIKA) uepe3 peryisTopHyro
cyobenununy 1ol ITIKA. IMMYyHOLIMTOXUMHYECKHE JITaHHBIE O3BO-
T OOHAPY)XUTh U30BITOK 3THX OEJIKOB B JKI'YTHKAX CIIEPMAaTO30M-
noB naruenToB ¢ JJOC, XOTsS CeKBEHHPOBAHHE HE BHIIBHIO MyTalUi
B COOTBETCTBYIONIMX reHax. OHAaKo NpPULIETbHOE PaspyllieHHe IeHa
ACAP4 y Mmblmiell mpuBOAUT K MMMOOWIIM3ALUH CIIEPMATO30UI0B U
M3MEHEHMSIM JKIYTHKA, aHaJOTHYHBIM TakoBoMmy mpu JDC [16].
Ckopee Bcero, IdC sBisieTcss MyJIBTUTCHHBIM 3a00JIeBaHHEM, BBI-
3BaHHBIM M3MEHEHHSMH HECKOIBKHX PA3IHUYHBIX T€HHBIX HPOTYKTOB.
BrisBnena uacrast accoruanust JOC ¢ aHOMaIUAMH aKCOHEMEL.

3. TI'no6yao3oocnepmusi. [oGynozoocmepMusi — peakoe
(<0.1%), HO TsDKenmoe HapyleHHe (epTHIBHOCTH MyX4uH. [lpu
TOTaJIbHOI r1o6ynozoocnepmun y 100% criepMaTo30HI0B BBIBISIOT
OKpYTJIBIE TOJIOBKH, areHe3 aKpOCOMBI, HapyIIeHHe KOHIEHCAIlIH
XpOMaTHHA W JIOKAIW3aluud MUTOXOHpuit [26] (puc.5). IIpeamnonara-
€Tcsl KaK MOHO-, TaK M IOJUT€HHOE IIPOUCXOKIEHHE ITOH aHOMAJIMH.
VY wmprmei ¢ myranueit reos, kogupytonmx GOPC (Golgi associated
protein) win Ck2 (karanuTudeckas CyObeIMHHUIIA Ka3eHH-KUHA3bI 2),
BBIBISIETCSl aHOMayibHast (opma sigpa W areHe3 akpocombl [28].
AHaJIOTUYHbIE PEe3yNbTaThl MONYYEHBl Yy MBIIMEH II0CIe HHBEKIUH
NB-DNJ (uMmuHOCaxapa, BIHSIOIIETO Ha CHHTE3 C(OUHIOJMIIHIOB).
Jpyroii ciyyaii SKCrIepUMEHTAIbHON aHOMAJIMKM AKPOCOMBI — MBILIH €
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ebo wnn  Hrb myTanuei, Wiy ¢ pa3pyleHHbIM T€HOM, KOAUPYIOUIUM
Oenok, cBsspiBatoluii HektuH 2. FISH aHanmu3 ¢ XpOMOCOMHBIMH
30HJIaMH BBISIBUJIM BBICOKYIO KOPPEJSLHUIO TJIOO0YJIO300CIIEPMUH €
JIMCOMHEH MOJIOBBIX XPOMOCOM M AuIuionauei [17].

Puc. 4. TpaHcMHCcCHOHHAs 3TIEKTPOHHas MuKkpockonus. Koco-nonepeunsiit cpes
4yepe3 OCHOBHOIM OT/IeN KIYTUKA ¢ JUcIUIa3ueii puopo3Horo cnosi. A — aKcoHe-
Mma, O — pubpuIEl Grbpo3HOTO cinost. MaciTab: ctpenka — 0, 1 MKM.

° w—

Puc. 5. TpancMHCCHOHHAS YNEKTPOHHAsE MUKpocKomus. [ obynocnepmust.
Habmro1atoTcst OKpyTIIbIe TONOBKH CIIEPMATO30H/I0B, areHe3 aKkpoCOMBI, Xp —
Hes3penblid XxpoMaTuH.. Macmirab: crpenka - 0,5 MkM.

4. CunapoM anedainyecKux CiepMaTo30UA0B Y MYKYMH C
TepaTo3oocnepmueii (Mukpouedanueii). [Ipu 3ToM B 3sKyJsiTe
MY)XYHH C TepaTo300ClepMueil  HaOmopaoTes aredainyeckie
CIIePMATO30Hbl, B KOTOPBIX IIUTOIIA3MaTHUECKast KAl MOXET OBITh
OLIMOOYHO NPHHSITA 32 MUKPOToJNIOBKY [5] (puc. 6). Takue «roIoBKmu»
He cozepxar JJHK. JXKryTMku MMEOT HOPMalIbHYIO CTPYKTYypy, B
OCHOBAHHMH JKTYTHKAa JISKHT XOPOLIO pa3IH4uMasi IPOKCHMalbHasi
LEHTPHOJb U JPYTHUE 3JIEMEHTHI COeJMHUTEIEHOrO yJacTka (puc. 7).

@
&,

/
~ T

Puc. 6. TpaHCMHCCHOHHAsI IEKTPOHHAS! MUKPOCKOTHSL. Anehanndeckuii
crnepMarto3oua. OTCYTCTBYET rOJ0OBKa CIEPMaTO30u1a ¢ XpoMaTHHOM. K —
Karuisl Ha meiike, A — akconema, M — Mutoxonapuu, C — HCYepUeHHBIE CTOJIOU-
KU COCAMHUTENILHOTO y4acTKa KIyTHKa (LICHKN)

Puc. 7. TpaHCMHCCHOHHAsI IEKTPOHHAS MUKPOCKOTHSL. AnedhanndecKkuii
cnepmartosousl. JKryTuk, TUIIEHHBII TOOBKH. B KpaHHaNbHOW YacTH KIyTHKA
BHJIHA IPOKCHMaJIbHAs IIeHTPHONb (I1) B OKPYKEHNH HCYEPUCHHBIX CTOJIOHKOB.

A — akconema, M — mutoxonapun. Macmra6: ctpeinka — 0,5 MKM.

CHHAPOM BBI3BIBACTCS aHOMAIBHBIM Pa3BUTHEM IIPH CIIEPMHUO-
reHe3e COEAMHUTENIBHOTO ydYacTKa JKI'yTHKa CIEepMaTo3ouzia M Ipo-
KCHMaJIbHO# (MOP(hOIOrHYeckd HOPMAJIbHOM) HEHTPUONH. Y MBIIIeH
¢ myranueil Azh rena Hook | BbIIBIEH (eHOTHII, TOXOXKHII Ha arie-
(anmmueckue criepMaTo3ouabl denoBeka [14]. 'OJOBKM M KI'yTHKH
Pa3BUBAIOTCSI HE3aBHCHMO JIPYT OT JIpYyra, U pa3feNsioTcs IpH d5Ky-
JISIIIUH, IPUYEM TOJIOBKU OOBIYHO (haronutupyrorcs kierkamu Cepro-
I, a B JSKYJISITe HAONIONAIOTCS XOPOLIO ITOJBH)KHBIE KI'yTHKH. B
pe3ynbTate HaOIIOAACTCS MUCHYHKIMS MPOKCHMAIIBHON LEHTPHOIH,
KOTOpast HeoOXOoAuMa IS PaHHero pa3BUTUs dMOpuoHa [25]. Llen-
TPUOJIb CIIEPMATO30HJa B OIUIOJOTBOPEHHON SIHIEKIETKE SBISIETCS
LEHTPOM (POPMHUPOBAHHS MHKPOTPYOOUEK, 00ECIIeUHBAIOLINX BHIKE-
HHE U CIHMSHHE MYXKCKOTO M JKEHCKOro HpOHYyKIeycoB. LleHTproin
CIIepPMAaTO30H/a MOCJIe AYIUIMKALUK IPUHAMAET ydacTie B popMHUpo-
BaHUM BepeTeHa ApoGieHus [22]. AHOMaJIWH LEHTPUONH BeIyT K
neynadam UKCU, cBszanHbIM ¢ T.H. «nocT-UKCH Heynauamy».

5. JlokajpHOEe MJIM TOTAJIbHOE OTCYTCTBHE MHUTOXOHAPHIi B
cpefiHeM OTHeJle KTYTHKA Yy NMAIMEHTOB ¢ acTeHO0300CHepMHeii.
Kannunatnsrit ren — Hst sokyc t kommiekca. MyTanuyu MUTOXOHAPH-
anbHO# THK MoryT npuBoauTh k acreHo3oocnepmud [18].

Crennduyeckas «CHHAPOMHAs MATOJOTHs BBIABIACTCSA PEIKO,
COIJIaCHO JAaHHBIM JHTepaTypsl — B 0,2 10 2% ciydyaeB HapyIICHHs
(epTHIbHOCTH. Ba)KHOCTD BBISBJICHUS 3THX ITALIUCHTOB 00YyCIIOBICHA
TEM, YTO 1OA00HAs MATOCIEMHs HE KOPPEKTHPYETCs TePaIeBTHIECKH.
Ilpu reHeTHYeckMX aHOMANMSAX OTMedaeTcsl Ooiee BBICOKHH DHCK
CIIOHTaHHOTO IPEPhIBaHUSI OEPEMEHHOCTH WM HApyLICHUS Pa3BHTHS
wioza. PazBurie MeTon0B penpoyKTHBHBIX TEXHOJOTUH, TAKUX, KaK
MKCH, yBennuuBaeT PUCK MEPEHOCA T'€HETUYECKH OOYCIIOBIEHHBIX
HapyUIeHU penpoayKuun noroMcty [23]. JlnarHoctuueckas OLeHKa
MaTOCIIEPMUH, OOYCIIOBJIEHOH TI'eHETHYECKMMM HapylIeHUsIMH, He
BBI3BIBACT 3aTPYAHEHUH MPHU AIEKTPOHHO-MHKPOCKOIMIECKOM HCCIIe-
JOBaHHMH CIIEPMATO30MJOB — BBISBICHHAs aHOMAIUS OOBIYHO HOCHUT
TOTAJIBHBI XapaKTep U BBIABIAETCS B IOJABISIONIEM OOJBIIMHCTBE
HCCIIeJOBAaHHBIX KIIETOK. IIpoBeneHue ynpTpacTpyKTypHOTO aHAIH3a
MY)XCKHX TaMeT HMeeT INPOTHOCTHYECKOe 3HadeHHe IpU BEIOOpe
METOZIOB TEPAIUH U JOKHO COUETAThCS C TEHETHYECKMM KOHCYIIBTHU-
POBAaHHEM IS HCKIIIOYEHHUS TeHETHIECKOTO PHUCKA.
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GENETICALLY DETERMINED ULTRASTRUCTURAL SPERMATOZOON
PATHOLOGY

E.NN. BOCHAROVA
Summary

Ultrastructural spermopathology is based on the thesis that cell
pathology and features of structure and function cellular organelles are
basis of all diseases. Electron microscopic research allows describe
structural and functional infringements details, to reveal mechanisms
of spermatozoon fertilizable inefficiencies, to identify genetically
caused phenotypes from got. Such approach enables to offer strategy
of realization of fertilization and, in the future, to develop therapeutic
approaches to fertility achievement. At genetically determined sper-
matozoon pathology with any characteristic anomalies structures
make greater (or total) a part of fertile cells in patient. These anoma-
lies can be named system, or syndromic, as the spermatozoon pheno-
type does not vary in due course, does not correct with therapy, and is
similar with anomalies other patients to similar infringements fertility.
Similar anomalies have family character and have proved (or pre-
sumably) a genetic origin. In the given review 5 types of syndromic
pathologies which are described now are presented.

Key words: ultrastructural spermopathology, fertile cells
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OI[EHKA BY®EPHBIX CBOMCTB KOXH ITOJIOBOI'O YIEHA V JIETEH,
VYT'POXXAEMBIX I10 PA3BUTHIO PYBIIOBOI'O ®UMO3A

I'.H. PYMSIHLIEBA, J1.B. TABPMHA, B.H. KAPTALIEB, A.JI. ABPACHH,
C.B.KYKOB’

OCHOBHOH 3ajiayell Bpaya MpH MEPBUYHBIX OCMOTpax JETeH C
naTosorueil kpaiHeil mIOTH ABJISETCS ONpe/ieIeHHe OCHOBHBIX TPy
aMOyJaTopHOTO KOHTpous. [leTel, KOTOpble HE TPeOYIOT CTPOroOro
JIMHAMHYECKOT0 HaOIIOICHHS, ¥ OOJIBHBIX, B TOM HyKIAFOIIHXCSL.

H3BecTHO, 4TO KOXKa SIBIAETCS CJIOXKHBIM OPraHOM, y4acTBYIO-
muM B 00eCIeYeHHH HOPMAlbHOH JXU3HEAESITeIHHOCTH OpPraHH3Ma.

* Kadenpa nerckoii xupyprin IOV BIIO Teepckas TMA Pocszpasa, I'Y3
Jletckasi obmacTHasi KIMHUYECKAst OOIBHUIA YPOIOTHYECKOE OTACTIEHIEe
r.Teps, Kadenpa BOeHHOM 1 IKCTpEMATBHON MEUIIUHBI C KYPCOM MEIUITHHBI
karactpo ['OY BIIO Teepckas 'MA Poc3npasa.

CocTrosiHMe KOXKH JIeTeil onpenensiercs: oOmuMu GU3H0I0THIECKUMU
IporeccaMy, IPOUCXOISIIIUMI B OpraHu3Me peOeHKa, €€ CTPYKTypol
u crerududeckuMu QyHKIHIMH. Koxka SBISIETCS OpraHOM HMMYHO-
reHesa BCIIE[ICTBUE HAIUYMs KJIETOUHBIX MEXaHHU3MOB, HEOOXOAUMBIX
JUISL Pa3BUTUS MECTHOTO HMMMYHHOTO OTBETa. 3alUTHAs (YHKIHS
obecreunBaeTcss COXPAaHHBIM B CBOEIl LENOCTH POTOBBIM CIIOEM H
KHCJION Cpesloil TOBEPXHOCTH KOXKH, CO3/1aBaEMOM KOXKHBIM CaJoOM U
notoM. Ilo JaHHBIM IHTEpaTyphl, HOPMaIbHBIMH 3Ha4eHUSMH pH
KOXH y Jieteil sBisttorest 3Hauenus: pH 4,5-6,0. Hapymenue 6apbep-
HBIX (QYHKLIUH KOXH, OZHOI M3 KOTOPBIX sABIsIeTCsl OydepHas cucre-
Ma, OPHBOJMT K HapyHMICHUIO e CONPOTHBISIEMOCTH HH(EKINH,
BOCITJICHUIO M, KaK CIEICTBUE, K PyOleBaHUI0. DTO MOOYAMIO HAC K
pa3paboTke CTaHAAPTU3MPOBAHHOIO MOAXO/A K BBIBICHHIO IPYIIIbI
PHCKa Cpeid HAIlUeHTOB, CKIIOHHEIX K Pa3BUTHIO PyOLOBOTO (hUMO3a.
Marepuanabl U MeToAbl. VccienoBaHue BBINOJHSIIOCHE C II0-
Moliplo npudopa pH-merpa W 30HIa, OCHOBOW KOTOPOIO SIBISETCS
CYPBMSIHBIN IE€KTPOJI, pa3MEICHHBIN Ha JIacTHYHOH TpyOke. Crienu-
aJIBPHOU IOJTrOTOBKH NanueHTta He Tpedyercs. [Iponenypa pH-merpun
HEMHBa3MBHAa U Oe3BpelHAa, €€ MOXHO IOBTOPATH MHOIOKDATHO.
O6cnenoBano 60 pereit B Bo3pacte 1-16 ner. M3 Hux 33 mauumenTa ¢
¢dusnonornyeckuM (HrMo30M, 13 GONBHBIX C PyOLIOBBIM (UMO30M, K
14 yenoBek ¢ INOJHOCTbIO OTKPBHITOM T'OJIOBKOH IOJIOBOTO UJIEHA,
KOTOpBIE COCTAaBHIM KOHTPOIbHYIO Tpymmy. Ilepen uccienoBaHmeM
MPOBOAUTCST KauuOpoBka mpubopa M pH 30HmA IO CTaHAApPTHBIM
OydepHbiM pacTBopam. Ha oOmacte mnpemmuieubs HakiIaIbIBacTCs
HAKOXKHBIH JMIEKTpOo]] CpaBHeHHUs, 00paboTanHbIi macToil [19-2. Beem
JeTsIM IIPOBEJIeHO M3MepeHne pH KoXU B NMPOSKIUH TPEIIoKEHHBIX
HaMu ToYek: 1) cepeluHa PacCcTOSHMS JIMHUM, NPOBEJCHHOH OT ITy-
MOYHOTO KOJbIIA K TepeHeH OCTH KphLIa MOAB3IO0MIHON KOCTH CIIeBa;
2) obyacTh IaXOBOW CKJIAJKH CJeBa; 3) Hop3ajbHasi MOBEPXHOCTH
10JIOBOT'O YJIEHA B CPeAHeH TpeTH; 4) 30Ha Cy)K€HMs KpalHel 1ioTu;
5) BHyTpeHHHMI NHCTOK KpaiiHeil miotu. Ilokaszatenn pH koxu u
KpalHel IUIOTH OTOOpa)karTcs HAa MOHUTOpe Npubopa. Y JMIl ¢
¢umo3om noxazarenu pH koxu u kpaifHeit miotu pasasl 0,1+ 9,3).
Pe3yabTaThl. AHANIN3 PE3yJIbTATOB ITOKA3al JOCTOBEPHEIE pa3-
nuuust 3HaueHudt pH xoxu Bo 1-0#f m 3-eld TOukax y OOJBHBIX C
PyOIOBBIM (pUMO30M, IO CPABHEHHIO CO 3AOPOBEIMH AeThMU (pHC.1).

BHaueHus pH

_ﬁAn ax Amin Asr [max Omin Osr

|[——R —8—F —a—N|

Puc. 1. Kone6auust 3nayennii pH koxu B abnomMuHanbHoi (Amax, Amin,
Asr) u top3anbHoii (JJmax, Jimin, JIsr) Toukax y geteii ¢ pyOLOBBIM (UMO30M
(R), pumozom (F) 1 MOTHOCTBIO OTKPHITOH TOJI0BKO# Mo10BOro wieHa (N)

YacTth manueHToB ¢ (pUMo30M MMena 3HadeHus pH, Giamskue k
pyouoBomy ¢umosy 13 (38%) denosek, apyras yactsb 20 (62%) nereit
nmena 3HadeHus pH, xapakrepusle amsa 310poBbIX. C IOMOIIBIO
nporpamMsl SPSS 11, HaM yZ#anoch CMOJAENHPOBAaTh U BBHIPA3UTH
rpaM4YecKy pacrpe/ielieHHe H3yYaeMBIX KIAacCOB B JIBYXMEPHOM
MPOCTPAaHCTBE NPH3HAKOB M PE3yIbTaThl IMOCTPOEHUS JIMHEHHOIo
JUCKPHMHHATOpPA B JBYX IUIOCKOCTSX IS BBIIETICHMS JETeil C BBICO-
KuM puckoM (dopmupoBaHus pyounosoro ¢pumosa — Kmace F. Kmaccsr
N u R orpaxator 3naueHus pH y 3710poBbIX meTeil W GOJBHBIX C
pyOLOBBIM (uMO30M cooTBeTcTBeHHO (puc.2). Takum oGpasom, IO
3Ha4YeHHIO PH KOXH, MBI MOJKEM BBIBIATH HALHEHTOB, YTPOXKAEMBIX
o pasBUTHIO pyOnoBoro ¢umosa. IIposenenne pH-mMeTpuu Koxu
IOJIOBOTO WIEHA IT03BOJISIET BBHIOpATh ONTHMANBHEIN CIIOCO0 JICUSHHS
JULSL KQXKJIOTO TIAllUeHTa ¢ Y4eTOM OapbepHBIX (PyHKINH ero KOKH.





