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B yueOHOM nocobun npuBeeHbl OCHOBHBIE TIOJIOKEHUS, TPUHLIUIIBI U METO/IbI
paboThl MO YCTAHOBJIEHUIO TOJIOBOW MPUHAMJICKHOCTH U3YUCHHEM H30JIMPOBAHHBIX
KJIETOK M TKaHEld B XOJ€ OCBHUAETEIbCTBOBAHMS JKMBBIX JIMI[ W MpH CyAeOHO-
MEIUIIMHCKOM UCCJICIOBAaHUH BEIIECTBEHHBIX JOKA3aTENbCTB. M3M0KEHBI TpaBuiia U
MOCIIEA0BATEIHLHOCTh MMPUMEHEHHS Pa3HBIX METOJOB MCCIIEAOBAHUS OMOIOTHYECKUX
00pas3IoB ¢ OLIEHKON pe3yNbTaToB, MPEACTABICH MepeueHb OCHOBHBIX pa3peliaeMbIX
BOTIPOCOB.
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(uccnenoBanuit). [locobue Takxke MOXKET OBITH MCIOJIB30BAHO BpayaMu CyJeOHO-
MEIUIMHCKUMH 3KCIEpTaMU JUIsl 3aKPEIUICHUs] 3TOM KOMIIETEHIUMU U MPUMEHEHUS
IPU PEIICHUH CIEeIHATBHBIX 3a/1ad.

VJIK 340.6:612.089(075.8)
BBK 58473

© KazaHckuil rocy1apcTBEHHbINH MEAUIIMHCKUNA yHUBEpcuTeT, 2020



OI'JIABJIEHHUE

BBEICHUEC. ...ttt 4
[IPOLECCYATTBHBIE OCHOBBL. . . ... eettteeetniiiteeeeeeaaeieeeeeeaannnns 5
MICTOPHUYECKAS CPABKA. .« uuveeeeenieeeeeeeeeteeeeaineeeanaeans 3)
dopMupOBaHKE T10JIA Y YETOBEKA KJIETOK TKAHEH..........uveee.. .. 6
Metobl yCTaHOBIEHHS TEHETUYECKOTO M0JI1a KIETOK KPOBHU U
OTHEHBHBIX KIETOK TKAHEH . . uuuutttteeeeeaniiieeeeeeniiiaeeeeaanns 8
HapylieHUS TEHETHYECKOTO TTOMA. .« vuvvveeeeeeennnnanenineeeannnnns 10
HapylmIeHU TOHATHOTO TIOMA. ..ot eeniiteeeeeeeeeeeniie e 11
Pa3BuTHe HAPYKHBIX MMOJIOBBIX OPTAHOB. . ..eeeennniiieeeeennnnnn. 12
CeKCyalTbHASI OPHUCHTALTMS . .. v e veeeeeeeeeeeeeannnnnnnnnnnnness 14
YcTaHoBjIE€HKE MOJIOBOW MPUHAJIEXKHOCTH B CYJI€OHO-
DKCIIEPTHOM TIPAKTHKE . . . v v vvveteeeeeeeereeeeeeeeesseeasnnnnnannnnnnnens 15
[Tpunoxenus
1.1. PacipoCTpaHEHHOCTD B HOMYJISIIIUAX . .. eennnrrennnnnnnn 17
1.2. HapymieHus T€HETUYECKOTO TIOMIA. ... uvseenreennnnnns 18
1.3. TECTOBBIC BAMAHMA . . ..o et e eaeenn 27
1.4. ITpaBWJIbHBIE OTBETHI K TECTOBBIM 3aJaHUSIM.............29
BuOanorpa@UIeCKUM CIIACOK. ....vvveeeeiiiiieeeeeaannaanns 30



BBEJIEHUE

AKTYyaJIbHOCTh TE€MbI, 3aTPOHYTOM B JaHHOM Y4yeOHOM MOCOOUH,
CBsI3aHa C BO3pACTaHUEM YPOBHS pacClieIOBaHUs MPECTYIICHUN, KOTOPOE
MOBBIIIACT TPEOOBAHUS, MPEABSIBIAEMbIE K 3aKIIOUCHHUIO DKCIEpTa, Kak
UCTOYHUKY JOKa3aTeabCTB 10 Jeny. [IpecTymHbIM  CcOOOIIECTBOM
MOCTOSIHHO COBEPIIEHCTBYIOTCSI CIIOCOOBI COBEPILICHUSI MPOTUBOIPABHBIX
JNEUCTBUM, MPHU KOTOPBIX HA MECTE€ IPOMCIIECTBUS, KAK MPABUIO, HE
ocTtaeTcsi, JMOO OCTAaeTCsl HE3HAYUTENbHOE  KOJIUYECTBO  CJIEIOB
OMOJIOTUYECKOTO  MPOUCXOXKACHUS. ITO TpeOyeT OT OSKCHEPTHBIX
VUPEXKACHUNA  ONEPEXKAIOIIETO BHEAPEHUS COBPEMEHHBIX  METOIOB
UCCIICAOBAaHUSA MHHUMAJIBHBIX KOJMYECTB OOBEKTa, MMO3BOJISIIOLINX
MOJIYYUTh JAHHBIC, HEOOXOIUMBIE JIJIsl €r0 BCECTOPOHHETO M3yueHus. B To
XK€ BpPEMs AKCHEPT JOJKEH KPUTHUYECKH W aHAJUTUYECKH MOAXOJUTHh K
MIOJIYYE€HHBIM B MPOLIECCE UCCIEIOBAHUS PE3YJIbTATaM.

[lens wu3maHWs JAHHOTO TOCOOMSI COCTOUT B (POPMHUPOBAHUU Y
Bpayel-opAMHATOPOB YMEHUMW U HABBIKOB B COOTBETCTBUU C 3aJlayaMu
MPaKTUYECKON  NIEeSITENbHOCTH,  BbIpabaThiBasg  MpodecCHOHATbHbBIC
komrereHiiun  IIK-5 (roToBHOCT, K ONpeAEICHHIO Yy IAalMeHTOB
MATOJIOTHYECKUX COCTOSIHUM, CHUMIITOMOB, CHHAPOMOB 3a00JICBaHUH,
HO30JIOTHYeCKMX  (GOpM B COOTBETCTBMU C  MeXIyHapOaHON
CTaTUCTUYECKOM Kilaccudukamueid 0osie3Het u mpoOiieM, CBSI3aHHBIX CO
30poBbeM) U [1K-6 (roTOBHOCTH K MPUMEHEHHIO JJa0OPATOPHBIX METOIOB
HCCIICIOBAaHUN W HWHTEPIPETAIlUd WX PE3yJIbTAaTOB), HAMPABICHHBIX Ha
pUMEHEHHUE nuddepeHIaIbHO-TMarHOCTUYECKUX MIPUEMOB B
OTHOIIICHUW J>KMBBIX JIUI[ MPU JHATCHOCTUKE TMO0Ja, a4 TaKXKE COCTOSHUH,
CUMIITOMOB,  CHUHIAPOMOB  3a00JI€BaHWM, HO30JIOTUYECKUX  (HOpM,
CBSI3aHHBLIX C IMOJIOM. B maHHOM mocoOunm 0000IIar0TCSI METOIUYECKUE
NpUeMbl M  MOCIEIO0BATEIBHOCTh  JCHUCTBHM, KOTOPBIMH  MOXKET
PYKOBOJICTBOBAaThCSl Bpad MpH CyACOHO-MEIUIIMHCKOM HCCIIeIOBAaHUU
00BEKTOB C IEJIbI0 YCTAHOBJICHUSI TTOJIOBOM MPUHAJICAKHOCTH.

ABTOpBI HAJCIOTCS, YTO MPEACTABICHHBIE MaTEPUANIBl OKAXKYT
MOMOIIL OpJIMHATOpaM B Y4eOHOM IIpoliecce, a Takke OyayT IMOJIEe3HBI B
MOBCEIHEBHBIX  JICMCTBUSIX  MPAKTUKYIOIIUM  BpadyaMm  CyJeOHO-
MEJIMIIMHCKUM 3Kcrieptam. Bce mokenanus, 3aMe4aHuss M JOMOJHEHUS
OyIyT MPUHSTHI C 01aroJapHOCTHIO.



MHNPOLHECCYAJBHBIE OCHOBbBI

[lTopsimok Ha3HauyeHWS W TMPOU3BOJICTBA CYyAEOHO-MEIUITMHCKOU
AKCHEPTU3BI/UCCIAETOBAHUS OOBEKTOB MCCIEAOBAHUS €JIUH JJIsI BCEX €€
BUJIOB Y PETJIAMEHTUPOBAH CJIECAYIONIEH HOPMAaTUBHOM 0a30ii:

1. I'paxnanckuii konekc Poccuiickoit ®@eneparuun ot 3011.1994
No51-@3.

2. I'paxaanckuil nmpoueccyaibHblil kojgeke Poccuiickoit denepannu
ot 14.11.2002 Nel138-®3.

3. Ilpukaz MuHHUCTEpCTBa 3APABOOXPAHEHUSI U  COIMAIBLHOIO
pazButus Poccuiickoii @enepaunu (Munszapascoupassutusi Poccun) ot
12.05. 2010 r. Ne346n "OO6 ytBepxkaenuu llopsinka opraHuzanuu u
MPOU3BOJACTBA CYACOHO-MEIUIMHCKUX HKCIEPTU3 B TOCYJIAPCTBEHHBIX
CyI€OHO-3KCIIEPTHBIX yupexaeHusax Pocculickoit @enepanun’.

4. Tlpukaz MuHucCTepCcTBAa 3APAaBOOXPAHEHUS M  COLHUAIBHOTO
pazButusi P® ot 24 ampens 2008 1. Nel94n "OO6 yTBepkaeHUU
MenuuuHCKUX KPUTEPUEB ONPEAECICHUS CTENEHU TSHKECTH BpPENa,
MIPUYUHEHHOTO 30POBBIO YEIIOBEKA' .

5. VromoBueii konekc Poccuiickort deneparuu or 18.12.2001
Nel74-03.

6. YrosoBHO-polieccyanbHbI KoJekec Poccuiickoit deaepanuu oT
13.06.1996 Ne63-D3.

/. ®enepanbhblii 3aK0H OT 21 HOAOpsa 2011 Ne323-®3 "O0 ocHoBax
OXpaHbl 310pOBbA rpaxiad B Poccuiickoit deneparuu.

8. ®epepanbubiii  3akoH  oT  31.05.2001  Ne73-®3 "O
roCyJapCTBEHHOW CyJeOHO-3KCIEPTHOM JACATEIBbHOCTH B Poccuiickoi
Oeneparuu” u np.

NCTOPHYECKAA CITPABKA

[Ipu ocMoTpe MecTa MPOUCHIECTBUSI MOTYT OBITh OOHAPYKEHBI CIIE b
OMOJIOTMYECKOTO MPOUCXOXKACHUS: KPOBb, CIIEpMa, BOJOCHI, MOT, CIIOHA,
BBIJICJICHUSI U3 HOCA, BIAraJIMila, Mo4a, Kajl, KOCTH, OpraHbl, TKaHH, IIp.

[Ipn MmexaHW4YeCKON TpaBMe, CBA3aHHOM C TIOPOKHO-TPAHCIIOPTHBIMHA
OPOUCHIECTBUSIMM, OHHM HAXOJATCS HA YACTAX TPAHCIIOPTHBIX CPEACTB.
[Ipn mpakax — Ha ojexnae, B MOJHOITEBOM COJECPKUMOM IOTEPIEBIIETO
WJIM TIPECTYITHHUKA, HA IPEAMETAX, UCIOJIb30BABIINXCS [T HAMAACHUS WU
3ammThel. Ha TpaBMUpyOIMX NMpeIMeTax MpU KOHTAKTE UX C OJEKIOW U
TEJIOM YeJI0OBEKa, KPOME KPOBHM M BOJIOC, MOTYT OBITb OOHapy>KEHBI
M30JUPOBAHHBIE KJIETKU, YaCTHUIIbI MOBPEKICHHBIX OPraHOB U TKaHeh. O0



ATOM CBUJIETEILCTBYIOT MHOTOYMCIICHHbIC HAOIIONCHUS U TPYAbl MHOTHUX
HUCCIIEI0OBATEIEN.

Tak O.P. 'opman B 1908 romy ommcan ciydail, Korja Ha KIMHKE
HOXXa, KOTOPBIM OBLJIO MPUYMHEHO MPOHUKAIOIIEE PaHEHUE TOJIOBbI, OBLIN
oOHapy KeHbI YaCTHIIBI BelecTBa rojoBHoro mo3ra. H. Merkel (1931) u K.
Meixner (1939) onmcanu Ha KOJIOIMIE-PEKYIIUX MPEIMETax, KpoMe KPOBH
¥ BOJIOC, YaCTHIIBI MIOBPEKICHHBIX TKaHel u opraHos. F. Willeme-Pissart,
P. Moureau (1964) B ompiTax Ha Tpymax ITOKa3ajk, YTO Ha KJIMHKAX
HOXXEH, KOTOPHIMH HAHOCWJIMCH KOJOTO-PE3aHbIC MOBPEKICHHUS TEYCHU
TPYIOB, 0OHAPYKUBAKOTCS TMeueHouHbIe KiteTku. F. Frachkel, G. Strassman
B 1924 rony ycTaHOBWIM BO3MOXKHOCTh MONAJaHUS B KaHaN CTBOJIA U HA
€ro HapyXHYI YacTh IMPHU BBICTpENIaX B YIOP KPOBH, YaCTHUI[ TKaHEH.
[To3xe anamoruunbie pe3ynbTaThl Obutn noaydensl B.I1. Xomenko (1967)
u C.O. I'muzepom (1968). H.C. Bokapuyc B 1930 romy oOHapyxuin Ha
MyJISIX, TMPOIMISAIINX Yepe3 TeJO YeIOBeKAa, YaCTHUIBI COOTBETCTBYIOIINX
opranoB u tkaHei. FO.C. CanoxnukoB (1940), M.1. Asaees (1959), B.II.
[unxosckoit (1960), K. Bosch (1968) yka3piBaii Ha HEOOXOIUMOCTH
TIIATEIPHOTO OCMOTpPa OPYIWK TpaBMBl C IIEIBIO BBISBICHUS Ha HUX
pa3IMYHBIX CJIENOB OHoJorHueckoro mpoucxoxnenus. ['ycockas H.JI.
(1958), Iamaes H.I'. (1962), ®puagman JI.M. (1965) uccnegoBamu wu
YCTAaHOBWJIM HAJIMYUE CIICJIOB KPOBH, BOJIOCHI, YaCTHIIBI M U30JIUPOBAHHBIX
KJIETOK TKaHEW U OpPraHOB Ha Pa3jIMYHbIX YacTax aBroMoouns nociue A TII.
[Ippy  TONOBBIX  TPECTYIUICHHSX B  IOJAHOTTEBOM  COJEPKHUMOM
MI0JI03PEBAEMBIX, B ISITHAX Ha OJICK]IC, HA IOJIOBBIX OpraHax MOTYT OBITh
BBISIBJICHBI HM30JIMPOBAHHBIC KJIETKH CIM3UCTOM OOOJOYKHM BJIarajiuiia,
Bojiockl (Illanaes H.I'., 1961, 1966).

Crnenpl, OCTaBJICHHBIE B XOJC IMPOM3OMICAMNX COOBITHH, HECYT B
cebe MH(POPMALMI0 O CBOEM HCTOYHUKE, MO3BOJSAS HIACHTUPUIHPOBATH
ero. Ogna u3 HanboJIee YacTo perracMbIX CyAeOHO-MEIUIIMHCKUX 3a/1a4u B
MOJOOHBIX CITyYasiX — yCTAaHOBJICHUE TTOJIOBOM MPHUHATICKHOCTH.

OOPMUPOBAHUE I10JIA Y YEJIOBEKA
[Tomr — 3TO COBOKYMHOCTh TE€HETHYECKUX, MOP(OJOTrHYECKUX U
(U3UONIOTUYECKUX OCOOCHHOCTEH, KOTOpble OOECIEYUBAIOT TOJIOBOE
pPa3MHOXKEHHUE M Tepeaady HacleICTBEHHOW HWH(pOPMAIMM TMOCPEICTBOM
00pa30BaHMs CIICIIUATU3UPOBAHHBIX MTOJOBBIX KIETOK.
B coumanbHO-TICUXOJOTHYECKOM CMBICIIE, B TIOHATHE T0JIa BKIIOYEH
KOMIIJIICKC ClJI/IBI/IOJ'IOFI/I‘IGCKI/IX, IMOBCACHUCCKUX U COLOHUAJIBHBIX HBMGPCHI/Iﬁ,



OMPENENSAIOIMMNX HWHAUBUIA MYXUYHMHY (MajdbuyMKa) WIH KEHIUHY
(1eBOUKY).

MO>KHO BBIZICTTUTH CIAEAYIOITUE ITAbl M THIBI (POPMUPOBAHHMS TIOJIA:

1. I'enemuueckuii IOJ — ONIPEACISIETCS HAOOPOM XPOMOCOM: 23-51
napa npeacrasieHa XX win XY XpOMOCOMAaMU.

2. ['onaomwiii IOJ — ONPEICIISIETCS TUTIOM TOHA/I: HAJTUYUEM
SUYHUKOB UJIM CEMEHHUKOB.

3. [Topmonanvruiti wnm  MOpPOPU3HOJOTHUECKUN  MOT  —
onpenensiercs (HEHOTUIIOM: BHENTHUMHU JKCHCKHUMHU WJIH MYXKCKHUMHU
MOJIOBBIMH MPU3HAKAMHU U COOTBETCTBYIOIIMMHU TOPMOHAMH.

4. CoyuanvHo-ncuxonocudeckuti MO — OMPEIETAETCS KOMILIEKCOM
(H3HOTIOTHYECKUX, TOBEACHYCCKUX 1 COIMATbHBIX 0COOCHHOCTEH.

5. [Ipadsicoanckuti (NMACHOPTHBIA) MO — TOJ, YKAa3aHHBIA B
YAOCTOBEPEHUH JINYHOCTH.

[Tpu dhopmMupoBaHUN COIUATBLHO-TICHXOJIOTMYECKOTO T10JIa OpraHu3M
MPOXOUT JBA NIEPHOIA:

|. Ilpenamanvhouiti mepuo OXBATHIBAET BpeMs OT BO3HUKHOBEHMSI
XPOMOCOMHOTO I10j1a B MOMEHT OIUIOJIOTBOPEHUS SIMIIEKIICTKH O MOMEHTA
poxkneHus: pedeHka co copMupoBaHHBIMU TOHanamu. Ha manHOM sTare
3aJICCTBOBAHbBI T€HETUYECKH JKECTKO 3alpOrpaMMHUPOBAHHBIE MEXaHU3MBbI
MOCJIEIOBATEIPHOM, CTPOTO (DMKCHPOBAHHON BO BPEMEHH M HEOOpaTUMOM
CMeHBI 3TanoB AU HEepeHIIMPOBKY TT0a.

Il. Ilocmuamanvhoeiii Iepuoa  OXBaThbIBaeT COOBITHS OT MOMEHTa
poxneHuss pebeHka 10 (QopMHpoBaHHMS ~ HEOOPATHMOW  TOJIOBOMU
ayTOUJICHTU(UKAIINHU, T.€. OCO3HAHHOTO OTHECEHUS HHIMBUIOM cels K
MYKCKOMY WITH JKCHCKOMY T10JTy (0OBIYHO (popMHUpyETCs K 3 To/1aM).

I'énoep (anrm. gender, OT jaT. genus «poj») — COIMHUAIBHBIN IO,
OTIPENETSAIONINI TOBEICHUE YeJioBeKa B OOIIECTBE W TO, KaK OTO
MOBEJICHUE BOCIPUHUMAETCSA. OTO TOJOPOJEBOE ITOBEICHHUE, KOTOPOEC
ompenensseT OTHOMICHHWS C JPYTUMH JIIOJBMH: JIPY3bSIMH, KOJIJICTaMH,
OJTHOKJIACCHUKAMH, POIAUTEIISIMHU, CIy4yalHBIMU MPOXOoXKuMH. ['eHmep He
BCETJa COBITAJIaCT C OMOJIOTHYCCKHM ITOJIOM, C ITOJIOM BOCIIUTAHHS WU
MACIIOPTHBIM ITOJIOM WHIUBH/IA.

DOpMHUPOBAHUE TI0JIA, CJIOXKHBIA MHOTOITAHBIM W JJIATEIIbHBIN
IIPOIIECC, B XOJIC CTAHOBJIICHUS KOTOPOI0 MOT'YT BO3HHMKATH T€ WJIM WHBIC
HapymeHus: W Je(PEeKThl pa3BUTHSA, MPUBOJAINNE, B TOM YHCIE, K
HapyUIeHUsIM T0J10BoM TudpepeHmanuy HHAUBUAA.



METO/AbI YCTAHOBJIEHUA TEHETUYECKOI'O ITOJIA
KJETOK KPOBHM 1 OTJEJBbHBIX KJIETOK TKAHEHN
IIpuroroBjaeHue NMTOJIOTMYECKHUX NMPENAPATOB

C MOBEpXHOCTH BEUIECTBEHHBIX JIOKA3aTENIBbCTB JEIAIOT BBIPE3KH,
COCKOOBI, TUOO CMBIBBI, KOTOPBIE MOMEIIAIOT B LICHTPUPYKHBIEC TPOOUPKHU.
B npoOupku HanuBaroT 25%-i1 pacTBOP YKCYCHOM KHMCJIOTHI U 3aKPBIBAIOT
BAaTHBIMU MPOOKaMH. DKCTPAardpoBaHUE MPOUCXOJUT MPU KOMHATHOMU
TemIeparype B TeueHue 18-24 yacos.

3aTeM KyCOUKM Marepuana YJIaJlsioT, THIATeIbHO OTXKUMas B
npoOUpPKM  OCTaTKM  pacTBOpa  YKCYCHOM  KUCHOTBL.  [IpoOupku
neHTpudyrupyroT B Teuenne 5-10 munyTt npu 1500-2000 o6/muH. 3atem
HAJIOCAJI0YHYI0 KHUJKOCTh YIAJSIIOT MyTEM CIMBaHUS MO0 OTCAChIBAHMS
u3 npoOupok. Eciu B 3KCTpakTe COAECPKUTCS MHOTO T€MOTTIOOMHOBBIX
MPOU3BOAHBIX, TO CIEAYyeT €II€ OJUH WIM HECKOJIbKO pa3 3aJIUTh
ucciaeayemblii  ocalok  25%-M  pacTBOpOM YKCYCHOM KHUCIOTBI U
MOABEPTHYTh IEHTPUGYTHUPOBAHUIO BBIMICYKa3aHHBIM CIIOCOOOM [0
MOJTHOTO MPOCBETJIEHUS HAI0CA0UYHON KUIKOCTH.

Ocanok pecycneHIUpYeTCs W HAHOCUTCS B BHUJE 2-3 Kalelb Ha
MpeABAPUTEIHLHO 00€3KUPEHHBIE W TIOJMUCAHHBIE MPEAMETHBIE CTEKIIA.
Ma3ku BBICYHIMBAIOT MNpPU KOMHATHOM TeMmmepaTrype U (QUKCUPYIOT B
TeuyeHue 15 MUHYT 53TaHOJIOM (JIydllle TOTpyXaTh cTekia B 96%-i
STUJIOBBIM CHUPT). 3aT€M BBICYHIMBAIOT W OKPAIMBAIOT HAa Y-XpOMaTHH
MIPOU3BOAHBIMU aKPUXHUHA.

N3y4yeHne nuTOJIOrHYECKHUX MPENapaToB

['oTOBBIE TIpenapathl UCCIEAYIOT Ha CBETOBOM U (PIIyOpPECIIEHTHOM
MUKpockorie. [Ipyu MUKPOCKONHMU BBISBIISIIOT Y-XpOMAaTHH KakK B KJIETKax
KpPOBH, TaK U B IPYTUX TKAHSX.

B cerMeHTOSIAEpHBIX JIEHKOIIMTAX MOXXHO B JIFOMHUHECIIEHTHOM
peXKMME JIOCTaTOYHO JIETKO BBISIBUTH M X-XpOMaTHH, KOTOPBIN
npeacTaBisieT codooi nonocnenupuieckue oTpocTk Tuna A u B.

BbIpocThl, BHEIIHE MMEIOLIME HEKOTOPOE BU3YaIbHOE CXOJCTBO C
OapabaHHOM MaIOYKON, YCIOBHO 0003Ha4atoT OykBOM A. DTO CKOIUJICHUE
XpOMaTHHA, CKOHIIEHTPUPOBAHHOE NPEUMYIIECTBEHHO B YTOJIIICHHON
4acTH JAHHOTO CTPYKTYPHOTO OOpa3oBaHMUsl, CBS3aHHOE C SIIPOM TOHKOM
c1abo  OKpalIMBaIOMICHCS XPOMATUHOBOM HOXKOW. XPOMaTUHOBBIC
BBIPOCTHI OKPAIIMBAIOTCS 00Jiee MHTEHCUBHO, YE€M SIPO, U 3TO MO3BOJISET
ero uaeHTuguuupoBaTh. OOHaPYKEHUE BHIPOCTOB TUIA A HAOIIOJAETCS Y
JIUIT 5KEHCKOTO MOJa.



Kpome BwIpocTOB THHa A, HEKOTOPOM IOJOBOM CHEIU(PUIHOCTHIO
o0nagaloT OTPOCTKM Tuma B, KoOTOpbie SBISIIOTCA  JOKaJIbHBIM
BBIIISTYMBAHUEM sIpa, COOOIIAIOIIMECS C SAPOM TOJCTOM YKOPOYECHHOM
HOXXKOHM. BpIpocThl THa B Takke xapakTepHbl s )KEHCKOM KpoBW. B
Cy1eOHO-MEIUIIMHCKON TIPaKTUKE BBIPOCTHl A U B paccmatpuBaroTcst Kak
SKBHUBAJICHT MOJIOBOr0 X-XpOMATHHA.

SnepHble KpacuTenu OKpallMBaKOT HMHTAKTHYH X-xpomocomy. B
cllydyae HaJIuuus B sApe KIETKH Oosiee oAHOM X-XpOMOCOMBI TpHU
MHKpOCKOIIMM Oyaer HaOmwomatbes (n-1) Tenen bappa. Tak, B HOpMme y
KEHIUH HaOJII0/IaeTCsl JIMIIb OJHA X-XpOMOCOMA, & MYXYUH — JIUIIb Y -
noioBoi xpomaTtuH. [lpu Apyrux BapuaHTax KapuOTHUIIA, HAIpUMEpP, Y
KEHIIUH mnpu kKapuotune XO B spax KIETOK He OyJeT OOHapyKeH
nojoBoi X-XpoMaTWH, a MYX4YMH C KapuotunioM X(n)Y Oyzmer
HabmogaTees (n) Tenern bappa.

Jlns BeIsiBIIEHUST X-XpoOMaTHHA B KJETKaxX APYTrUX TKaHEH (Tenel
bappa) u opranoB Hamo oOecCHBETUTh Ma3KM B TeueHHE 15 MUHYT
ATAaHOJIOM (Tpoleaypa, aHajdoruyHas ¢ukcanuu). 3aTeM CTeKia
BBICYIIMBAIOT W omyckailoT Ha 20 muHyT B 5%-i1 pacTBOp cCOJsiHOM
KHUCJIOTBI, IIOCJIE YEr0 MPOMBIBAOT IMTPOTOYHOW BOAOM B TEUYCHUE 2 MUHYT.
3aTeM mocie moJACyIIMBaHus mpenaparbl okpamuBatoT 0,1% pactBopom
a3yp-203MHOBOM cmecu B TedyeHwe 15-20 mwuuyt. Ilpenmapatsl mocie
OKPACKH ITPOMBIBAIOT MPOTOYHOW BOJIOW JJISI YAAJECHUS HECBSA3ABIIETOCS
KpAaCUTEJIA.

MUKpOCKOIIHIO TPOBOMSIT B CBETOBOM pexkume. Benyt mouck X-
XpoMatuHa B Buae Ttenen bappa. IlapamtenbHO B KIETKax KpOBHU
BBISIBJISIOT TIOJIoCTIEIIM(PUYECKUEe OTPOCTKH TUIa A u Tuma B, HecMoTps Ha
TO, YTO JAHHBIH METOA He o0JagaeT aOCOMIOTHOM JOCTOBEPHOCTHIO,
MOCKOJIbKY TIOJA0OHBIE O0pa3oBaHUsI MOTYT OBITb OOHApyXEHbl U B
JIEUKOLUTAX MYKCKOW KPOBH.

bonee nocTOBEpHOU SBISAETCS MemoOOUKa 6bIAGIEHUsL HNOJI08020
XpOMAMuHa 6 s10pax Kiemok, B KOTOPbIX X-XpOMAaTHH BCTPEYAETCS TOJIBKO
B KJIETKaxX >KEHCKOrO OpraHu3Ma, a Y-XpOMAaTWH — TOJIbKO B MYXKCKHX
KJIETKaX.

B dbopmupoBanun X-xpoMmaTuHa Ha paHHHX CTaJusIX d3MOpHOTEeHE3a
NPUHUMAET HEMOCPEICTBEHHOE yYacTUE MATEpUHCKAs WA OTHOBCKas X-
XpOMOCOMa, HaXOIAIIAsiCsl B HEAKTUBHOM COCTOSIHUM. BTOpasi Xxpomocoma,
MPUCYILAS KEHCKUM KJIETKaM, AKTUBHA U HE BBISBIISICTCHL.



X-XpOMAaTHH BBIABISIETCS B BHUAEC IJIBIOKH TPEYTrOJbHON (OpPMBI,
pacroJiararonieiicss y moBepXHOCTHU sipa, 00Jiee MHTEHCUBHO OKpalIeHHON
Y OTJEJICHHOM OT HETO MOJIOCKOU IPOCBETIICHU.

BeposTHOCT BBIABJICHUS TIOJIOBOTO XpOMaTHHA Ha OOBEKTax
UCCIIEIOBaHUs OIpeAenseTcs psjaoM (akTopoB, CpeAu KOTOPBIX HMEET
3HAUYE€HHE JABHOCTh OOpa30BaHUsI KPOBSHOTO CIlI€Nla, a TAKXKE YCIOBHUSA, B
KOTOPBIX HaXOJWJIHCh CJeIbl OMOJIOTMYECKOr0 MPOUCXOXJeHus. Jlydiie
BCETO COXPAHSAKOTCS CJHEABI IOCIe WX BbICbIXaHWA. [loioBOM XpomaTtuH
MOKET BBISBIISITECS B BBICOXIIMX ClIeaX B TEUYEHHME MHOTHX JeT. B
YCIIOBUSIX TOBBIIIEHHOW BIJIA)KHOCTH WHTEHCHUBHO MPOTEKAKOT MNPOLECCHI
ayTOJIMTUYECKOTO M THWJIOCTHOTO pacnaja OHOJOTMYECKUX cieqoB. B
TaKOW CUTYyallMu BBISBICHHE IOJIOBOIO XpOMAaTHMHA MOXKET OBbITh BECbMa
3aTPyAHUTEIBHO.

Y-XpoMaTuH 00pa30BaH JUCTAIbHBIMU YYACTKAMU JUIMHHBIX TJI€Y Y -
XpOMOCOMBI M ONPEAENSIETCA B BHJAE SPKOrO TeEabla C YETKUMH
KOHTYPaMH, PAaCIOJIOKEHHOTO B SIAPE W MPUMBIKAIOMIETO K BHYTPEHHEU
MOBEPXHOCTH 000J0UKH sAnpa. s BeIsIBICHUSA Y-XpOMaTHHA Mpenaparhl
OKpaITNBAIOT C MCIIOJIb30BAaHUEM MPOU3BOIHBIX akpuauHa ((roopoxpom,
ateOpun). Ilpu pmanmbHeWIIeM UCCICAOBAaHWHW B  JIIOMUHECIICHTHOM
MUKpPOCKOME Y-XpOMaTHH BBITJISAUT KakK sSpKasi 3B€3/104Ka HA HEOE B BUJE
ApKO (ITI0OPECHUPYIONIET0 00Pa30BaHUSI C YETKUMHU KOHTYpPaMH.

OrcyrcTtBue Tenbua bappa y KEHIIMH CBHAECTEIBCTBYET O
XpoMOCcOMHOM 3a0oneBanun — cunapome lllepemesckoro-Tepuepa
(xkapuworun 45, XO0). IlpucyrctBue y Myx4uH Tenpla bappa
CBHJIETENBLCTBYET O cuHapome Knsitndenbrepa (kapuotun 47, XXY).

Jlpyrue MeTobl HCCAeA0BAHUSA

llpu monexkynapro-eeHemuyeckom uccie0o8anuu ¢ TPUMEHEHUEM
MOJINMEPA3HON LETHOU peakuuu [10JIOBAs IIPUHAIIECKHOCTD
OMOJIOTMUYECKUX CJIEI0B YCTAHABIMBAETCS MO HAJIUYMIO MoJuMopdu3Ma B
uccinenyemonn JIHK omnpeneneHHsix ee ¢pparMeHTOB, BXOJAIIMUX B COCTAaB
OTBEYAIOIINX 34 PA3BUTUE OPTaHMU3MA M0 MYKCKOMY WM )KEHCKOMY THITY
(HarmpuMep, TeHHBIH JIOKyc amenoreHuHa — Amelogenin).

HAPYUIEHUSA TEHETHYECKOI'O ITOJIA
[Ipu oOpa3zoBaHMM 3WTOTHI MOTYT MPOWCXOJHWTH KaK CTPYKTYPHEIE,
TaK W KOJIMYCCTBEHHBIC NEe(PEKTHl XPOMOCOM, TaKHE KaK aHEYIUIOW]INH,
MO3aUIIN3M, TOYCUHBIC MYTaIIHH.
[Ipu aneyniouduu HabarogaeTcs U3MEHEHHE YHUCTIA WM CTPYKTYPBI
MOJIOBBIX XpoMocoM. Hampumep, KiacCHYecKkWe BapHaHTBl CHHIpPOMA
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Kmsitnensrepa (kapuotun 47,XXY) u cunapoma TepHepa (kapuoTun
45,X) 00yClOBIEHBI HEPACXOXKICHUEM IOJOBBIX XPOMOCOM B Mei03e TIpu
rametorene3e. Cuniapom TepHepa Takke MOXKET OBITh OO0YCIOBJICH
Aenenuei ogHon u3 X-xpoMmocom (Hampumep, 46,X[delXp ]).

Moszauyuzm 1o monoBsIM XpomocomaM (XX/XY), korga yacTthb
KJICTOYHBIX JIMHUI OopraHu3ma umeer kapuotun XX, apyrue xe — XY.
Takoit Mo3aui3M OOHAPY>KMUBAETCS y TPETH OOJBHBIX C HCTHUHHBIM
repMadpoAUTUIMOM.

Toueunvie mMymayuu TE€HOB Ha TMOJIOBBIX XPOMOCOMAax, HampuMeEp,
MyTaiuu resa SRY Ha Y-xpomocome.

YucieHHble HM3MEHEHHS U a0eppalu TOJIOBBIX XPOMOCOM U
MO3auIIU3M BBISIBIISIIOTCS LIUTOTCHETUYECKUMU METOJaMH, a TOYEYHBIC
MyTallli — METOIaMU MOJIEKYJISIPHON T'€HETUKHU.

HAPYIIEHHUSA 'OHAZHOTI'O ITOJIA

B mnpounecce sMOpuoreHesa MOTYT PEaIU30BBIBATHCS Pa3IMYHbIC
CIIEHAPUHU PA3BUTHS, B TOM YHCIIC U MPUBOAIINE K JepeKTaM roHaJHOTO
noJsa:

1. JuddepeHupoBka MOJOBBIX KEJI€3 3apojiblllia CIpaBa M CleBa
MOKET TMPOUCXOJUTh HE3aBUCUMO, I[O3TOMY MX THUCTOJOTHYECKOE
CTPOEHHE MOXKET Pa3InYaThCS.

2. B ogHOM MOJIOBOM TS’KE€ MOTYT OJHOBPEMEHHO (DOPMHUPOBATHCS
pa3HbIe MOJIOBBIE XKefe3bl. Hanpumep, uCTUHHBIE TepMapOIUTHl UMEIOT C
00€euX CTOPOH SIMYKO U SIMYHUK B BUJE €IMHOTO 00pa30BaHUs (OBOTECTHUC),
100 Ha OJTHOM CTOPOHE PACTIOJIAraeTcs SUUKO, a Ha APYTrod — SUYHHUK.

3. T'em SRY, pacnosiokeHHbII Ha Y-XpomMocomMe, B HOpPME
onmpenensaeT pa3BuTue sudek. OJIHAKO y HEKOTOPBIX WMHIWBUIOB C
TOHAAHBIM M (PEHOTUIIUYECKUM MY>KCKMM IIOJIOM, HE€ HMEIOIUX Y -
XpoMocoMy, oOHapyxkuBatoT TeH SRY, KOTOpwlii B pe3ynbTaTe
TPAHCJIOKAIIMK TEPEHOCUTCS Ha X-XpPOMOCOMY WM ayTOCOMYy. Y JIHII
kapuotunom 46,XX, He uMmerommx reHa SRY, Moryt dbopMupoBaThCs
SAUYKH, YTO CBSI3aHO C HAIMYMEM Y HUX MYTAHTHBIX T€HOB, HAIIPABJISFOIINAX
mudhepeHIIMPOBKY MOJOBBIX TSKEW B SIMUKH, a4 HE B SIMYHUKHU.

4. MoryT BO3HHKAaTh AHOMAaJlWd B XOJE€ MUIpPAlUd TEPBUYHBIX
MOJIOBBIX KJIETOK B MOJIOBBIE TS>KH, BCIEICTBUE YErO MOTYT HE COBIAJIATh
KapUOTHUIIbl TEPBUYHBIX IIOJIOBBIX KJIETOK M COMAaTHYECKUX KJIETOK
NoJoBBIX Tspker. Hanmpumep, korga kinerka 46,XX MUTPpUPYET B MOJOBOU
TSDK, oOpa3oBaHHBIM kieTkamu 46,XY. B Takod cuTyaluu MepBUYHBIC
MOJIOBBIE KJIETKH, KaK MPaBUIIO, MOTHOAIOT, U (POPMUPYETCS «CTEPUIBLHOES)
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AMYKO, HE COJAEpKallee MOJOBbIX KIETOK. Ho B psizie ciydaeB, epBUYHBIE
MOJIOBBIE KJIETKM BBDKUBAIOT. Torma SIMYKO COJEPKUT TOJBKO ITOJOBBIE
KJIETKH C KapuoTunom 46,XX.

Bo3moskeH 1 oOpaTHBIN BapuaHT, KOT/1a IEPBUYHBIC MOJIOBBIE KIETKH
46,XY  MOryT  UWHAyIUpOBaTh  TEHbl, KOTOpPbIE  HAMPABJISIOT
muddepeHIIMPOBKY COMATUYECKUX KIETOK 46,XX B MOJOBBIX TsHKax IO
nyTH GOPMHUPOBAHUS SUYKA.

SAnyauku MoryT nenuddepeHIMpoBaTECS U MPEBpAIAThHCS B
COCMHUTEIIbHOTKAHHBIE TSHKEBUJIHBIC 00pa3oBaHus. DTO OJUH U3 IyTEH
pa3BUTHS Yy JE€BOYEK C cuHApoMoMm TephHepa (kapuotunbsl 45X wunu
46,X[delXp-]).

Bokpyr oomutoB He (popmupyrorcs Qoiukynsl. Takum o0pazom,
IUTISl pa3BUTHUS SIMYHUKA HEOOXOAUMO HE TOJIBKO HAJIUYUE HOPMAJbHBIX X-
XpOMOCOM B KJIETKaxX MOJIOBBIX TSKE€W, HO W HAJIUYUE HOPMAJIbHBIX
oonuToB I mopsika.

PA3ZBUTUE HAPYXHBIX ITOJTOBBIX OPTAHOB

HecmoTpst HAa TO, YTO MEHETUYECKHUI TOJI 3apOJbIllia ONPEeIsIeTCs
IpU OIUIOJIOTBOPEHUH, BCE€ HMOPHUOHBI BBIMIAAIT MOP(OIOTUUECKU
OJIMHAKOBO MPUMEPHO JI0 CEMU HEJEIb BHYTPUYTPOOHOTO Pa3BUTHS. ITOT
MepUOoJ] Ha3bIBACTCA aMOUIIMO3HON WK Oe3pasznuuHoi da3oit. [lepBuuHbie
3apOJBIIIEBhIC KJICTKA BIEPBbIE TMOSBIAIOTCA B DJMHUOJIACTE PAHHETO
AMOpPHOHA. OTH KJIETKH BIOCIEJICTBUM OTIEISAIOTCS OT Anubjacta u
MUTPUPYIOT aMEOOUJIHBIM JIBUKEHUEM BO BHE3apOJBIIICBYI0 TKaHb
KEJITOYHOTO MEIKA, YyTh YCTYIMAIOIIYI0 ajlanToucy. OHU OCTaloTCsl TaM
OpUMEpPHO 10 5 HeAeNlb, KOTJa OHUM CHOBAa MUTPHUPYIOT aMeOOUIHBIM
JBIKCHUEM U3 KEJITOYHOTO MEIIKA Yepe3 JOp3aJbHYI0 OphDKEHKY, 4TOObI
MONAacTh B 33JJHIOI0 CTEHKY TeJla, MEIUAIbHYIO K ME30HE(POCY Ha YpPOBHE
10-ro rpyaHoro mo3BoHKa. CumTaercs, 4Tto Tpoduueckue G(aKTOPHI
(XeMOoaTTpaKTUBHbIC OCJIKHU) HWrPaloT PoJib B HAIMPABICHUU MUTPAILUU
KJIIETOK B Me30He(ppuyecKyro o0nacth. [Io mpuOBITUHN OHU CTUMYIHPYIOT
COCEJIHUN IETOMUYECKUN IMUTEIINM, a TAaK)KE HUKEJISKAIYI0 ME3CHXUMY,
yT0OBl  MpodudepupoBaTh W 00pa30BBIBATH  TKAHEBBIC  IIHYPHI,
HA3bIBA€MbI€ NMPUMUTUBHBIMU TOJOBBIMHU CBA3KaMU. POCT MPUMUTHBHBIX
MOJIOBBIX IIHYPOB MPUBOAUT K (HOPMUPOBAHUIO TOHAJTHOTO TPEOHS.
['eHuTanbHBI TpeOEHb SBISICTCA TMPEAIIECTBEHHUKOM ToHaa. Ecnu
NEPBUYHBIC MOJIOBbIE KIETKU HE JOCTUTAIOT 3TOW 00JACTHU, TO TOHAbI HE
pa3BuBaroTcs. [[puMHUTHBHBIC TOJOBBIE ITHYPHl 00ECIIEYMBAIOT MUTAHUE
3apOJIBIIIEBBIX KJIETOK, a TAKXKE PEryJIUpyIoT UX pazputue. [losTomy, ecinu
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MPUMUTHUBHBIE TOJOBBIE IIHYPhl HE Pa3BUBAIOTCA JIOJDKHBIM 00pa3oM,
MOJIOBBbIE KJIETKM JMOO JEreHepHupyroT (AUCTeHe3us TOHad), JU0o
MPETEPICBAIOT MPEKIACBPEMEHHBIM MeHO03. [10 Mepe pocTa MPUMHUTHUBHBIX
MOJIOBBIX CBSI30K OHU OOpa3ylOT JBE€ pa3Hble 00JacTH: BHEUIHIOI
KOPTUKAJIbHYIO 00JIACTh U BHYTPEHHIOIO MEAYJUISIPHYIO 00J1aCTh.

[IpumepHo B TO ke Bpems, Korjga (GOpMUPYIOTCS TEHUTAJIbHbIC
rpeOHU, Apyras mapa NpoTOKOB BO3HUKAET B MPOMEKYTOUHON ME30JepMe
WM MIOJUIEPOBBIX TpoTokax. OHM 00pa3yroTcs Kak WHBAarvHaIus
[ETOMUAYECKOTO SIUTENHS, PACTIOIOKEHHOTO COOKY OT ME30HEDPUUECKUX
NpPOTOKOB ¢ o0eux  CTOpoH  HMOpuoHa. YepenHoil — KOHeIl
napamMe30HepUIECKOro MPOTOKa UMEET (POpMY BOPOHKH U OTKPHIBACTCS B
OptomHyto mosniocth. Ilo Mepe Toro kak ero (QopMuUpOBaHHE
MPOTPECCUPYET AUCTAIBHO, MHapaMe30He(PpPUUECKUE MPOTOKU OCTAIOTCS
JaTepalbHBIMU O OTHOIIEHHUIO K ME30HEe(PpUUECKUM MPOTOKAM 10 TeX
Mop, MOKa Ha JUCTAIIbHOM KOHIIE KaXXIbl MapaMe30HehprUUeCKuid TPOTOK
HE TIEPECEKaeT BEHTPAIbHO K Me30HePpUUecCKuM TMPOTOKAaM U He
MpUOIIIKAETCS K KOHTpalaTepalbHOMY NapaMe30HePPUIECKOMY MPOTOKY
no cpenneit muHun. Cynpba KakJaoro u3 3TUX MPOTOKOB OYJIET 3aBUCETh
OT FT€HETUYECKOr0 1oJ1a YMOPUOHA.

Ecau sMOpHOH TeHEeTUYECKH MY>KCKOH, MEPBUYHBIC MOJIOBBIE KIIETKU
OyIyT HecTH KoMILieKe xpomocoM XY. Ha Y XxpoMocoMe pacmosioKeH re
SRY, HeoOXomuMbIi IS pa3BUTHSA MYKCKoro moma. OH KOgupyeT
TPAHCKPUIIIMOHHBIN (akTop, omnpeaenstomuii «sudko dakrop» (TDF),
KOTOPBIN MPU IKCIPECCUN UHAYITUPYET IKCIPECCUI0 HIKECTOSIIUX TEHOB
1, TAKUM 00pa3oM, 3amycKaeT pa3BuTue camioB. OTHUM U3 MIEPBBIX 1IArOB
B 3TOM TIpoliecce siBysieTcs AudPepeHnnaus KJIeTok MeayUIIpHON yacTu
MEPBUYHBIX MOJOBBIX CBI30K B KJIeTKU CepToiu.

Knerku Cepronu OynyT pa3BUBAThCSA TOJBKO MPH HAIWYAKM T'EHA
SRY wu mnpu npaBUIBbHOM 53KCIPECCHMM €ro TEHHOro IMpoaykra. B
OTCYTCTBUE MpoiykTa reHa SRY moJioBbie MIHYPHI pa30BBIOTCS B SIMUHUK.

B Teuenune cenapMoii Henmenu kieTku CepTroiiv U 3apOJbIIIEBHIE
KJIETKH 3apojiblllla OpraHu3yloTcs B suykd. [lo Mepe mpoaoiKeHus
pPa3BUTHUS IUIOTHBIM  CJIIOM  BOJIOKHUCTOM COCIMHUTEIBLHOM TKaHU,
Ha3bIBaeMblid tunica albuginea, oTaensieT SIMYKU OT IOBEPXHOCTHOTO
anuTeNns. BHYTpEHHUI aClEKT Pa3BUBAKOIICHCS TOHAAbl COCIUHACTCS C
MECTHBIMU ME30HE(PPUYCCKUMHU KaHaJIbIlaMU, KOTOpPhIC, B KOHECYHOM
UTOTE, CTAaHYT SIMYKaMU. MeXly pa3BUBAIONIUMHUCS IIHYpaMH HAXOJATCS
MHTEPCTUIMATIbHBIC KJICTKU Jlelaura, KoTopble HAUMHAIOT CEKPETUPOBATh
TECTOCTEPOH K BOCHMOHM HEJNEJe, UTO eIle OOJbIlle BIUSECT Ha Pa3BUTHE
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AMYKa W CBS3aHHBIX C HUM MPOTOKOB. SRY-reHHBbI MPOAYKT Takxke
UHIyIUpYyeT BbIpaboOTKy kieTkamu CepToinu BemecTtBa  (hakTopa,
UHTHOUpYyIomero Mrosuiepoyro cucreMy (MIS/MIF), Takxke Ha3pIBaeMOTo
AHTUMYJIIEpOBBIM rOpMOHOM (AMH), KOTOpBIN BBI3BIBAET JAETCHEPALIUIO
napamMe30He(pPUUECKUX MTPOTOKOB Yy MY>KUHH.

TecTrocTepoH, NpoAyUMPYEMBIA KJIETKaMH Jlewaura, noragaer B
KJIETKU-MUIIEHW M, Tomajas B HUX, O0Opa3yeT KOMIUIEKC C
BHYTPHUKJIETOUHBIM PELEHTOPOM. DTOT TOPMOH-PELEHTOPHBIA KOMILIEKC
3ateM cBs3biBaeTcsa ¢ JIHK u peryaupyeT TpaHCKPHUIIIMIO T€HOB, YbH
O€NKOBBIE TPOIYKTHl OyAYT MPOJAOJDKATH BIUATH HA BUPHIM3AILUIO
CUCTEMBI TMPOTOKOB, a TaKK€ BBI3bIBaTh NU(PHEPEHIUPOBKY HaPYKHBIX
MOJIOBBIX OPraHOB MY>KUUHBI.

B orcyrctBue reHa SRY W €ro reHHOro MNpPOAYyKTa TOHAJbI
pPa3BUBAIOTCS B SAUYHUKHU. Y JKEHIIMH NPUMUTHBHBIE TOJIOBBIE HIHYPbI
JTUCCOLMMPYIOT Ha KIJIACTEPhl KJIETOK, KOTOphIE TIepeMEeIIatoTcs B
MEIYJUISIPHYIO 00JIACTh pPa3BUBAIOIIEHCS TOHAJbl U, B KOHEYHOM HTOTE,
BBIpOKIatoTCs. [[OBEepXHOCTHBINM dSnUTENUid  BbIpAOATHIBAET IIHYPHI
BTOPOTO TOKOJICHHS, Ha3bIBAEMble KOPTUKAIHHBIMUA (BTOPUYHBIMHU)
MOJIOBbIMU IIHYypamu. Ha yerBepToM Mecdlle 3TU IHYpHI OYyIyT
pa3aeNsThCd M OOpa30BbIBATH KJIACTEPhl BOKPYT MEPBUYHBIX IOJOBBIX
KJIETOK. 3apOJIbIIIIEBbIE KJIETKU TMEPEepacTyT B OOTOHHUIO, 4 OKPYKAIOIIUe
MyTOBUHHBIE KJIETKU CTAaHYT (POJUTUKYJISIPHBIMUA KIE€TKAMH.

OoroHusi pa3MHOXKAETCSl HA MATOM MECSAIE KU3HU T1I04a, IPU 3TOM
oOpazyercsa Oonee 7 MWUIMOHOB TMEPBUYHBIX OOIUTOB. MHOTHE
BBIPOXKIAIOTCS. JO POXKIECHUS, KOTJla, BO3BMOYKHO, OCTAJIIOCHh 2 MUJUIMOHA.
[lepBudHBIE OOIUTHI, KOTOPHIE 00Pa3ylOTCs, 3aJepKUBAIOTCS B Tpodase
NEepBOro MEMOTHYECKOrO0 JEJCHHUS, TOKa HEKOTOphle W3 HHUX HE
AKTUBUPYIOTCSI BO BPEMSI OBYJISITOPHBIX IIUKIIOB, HAUMHAIOIINXCS B IEPUOJ
noyioBoro  co3peBaHus. CyIlIecTBYIOT TIPSIMbIE KOHTAKThl  MEXITY
GOUTMKYISIPHBIMUA KJIETKaMU M oouuTaMu. DakTophl, MPOAYLUPYEMBIC
(GOUTMKYISIPHBIMUA  KJI€TKaMU, OTBETCTBEHHBI 3a aKTHBALMIO MEHo03a U
MOCJIETYIOIIYI0 OCTAHOBKY MPOIECcCa B IMYHUKAX IJI0/1A.

CEKCYAJIBHASI OPUEHTANUA
CekcyanpHasi OpUEHTAIlMsA  TPAAUIIMOHHO  OMpEAeNseTcs  Kak
yCTOWYMBAsT MOJICNIb TOJIOBOTO BJICYCHUSA K MPEACTABUTEISIM TOTO WJIIH
WHOTI'O I10J1a.
YCI0BHO MOXKHO BBIJIETUTH TPU THUIMA CEKCYaJbHBIX OPHUCHTAITUM:
TOMOCEKCYaJIbHOCTh (BII€UEHUE K JTIOISIM CBOEIO 1oJja),
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reTePOCEKCYAIbHOCTh  (BJICYEHHE K JIFOJAAM  JPYroro Iojna) u
OMCEKCyaIbHOCTh (BJICUGHHE K JIOASM OOOUX TIOJOB). Y delIOBeKa
BJICYEHHUE HYXHO paccMaTpuBaTh C YYE€TOM JBYX €ro acrnekToB — 3TO
MOHSITUE  TpHoOpeTaeT HE  TOJBKO  ICHUXOJIOTHYECKYI0, HO U
(U3HOIOTHUYECKYIO OKPACKY, IPU 3TOM THUI CEKCYaJlbHOW OpPUEHTALUU HE
SABJISICTCS ICUXUYECKUM PACCTPONUCTBOM.

[TonoBast upeHTUdUKaIUA — 3TO TO, KaK YEJIOBEK UJICHTU(PUIIUPYET
ce0si. OH MOXeT UACHTU(DUIIMPOBATH C€0s KaK MY>KUUHY WIH KEHIIUHY B
3aBUCUMOCTH OT BHEIIHUX TMOJIOBBIX TMPU3HAKOB. B ciydae ¢
TpaHCCEKCyallaMH OH MOXXET HJCHTHU(PUIMPOBATH ce0s TeM, KeM cels
qyBCTBYET. EC/IM 4eoBEeK POXKICH MY>KUYMHOM, HO UACHTUDUITUPYETCS KaK
YKEHIIMHA, TO OHA CUUTAETCA TPAHCTEHJEPHOU JKEHIIUHOW. Eciin yenoBek
POXKAEH JKEHIIMHON, HO WACHTUDUUUPYETCAd KaK MY)KYHMHA, TO OH
CUMTAETCS TPAHCTEHEPHBIM MY>KUYUHOM.

MHOro4ncieHHbIE TE€HETUYECKHE, TOPMOHAJIbHBIC, COIMaJIbHbIE,
KYJbTYPOJIOTUYECKHUE HCCIIEIOBAHUS HE BBISIBUWIA 3aBUCUMOCTU MEXKIY
CEKCyaJlbHOM OpUEHTAIIMEN M KaKUM-IMOO KOHKPETHBIM (DAKTOPOM WU
daxkTopamu. CunTaercs, MOCKOJIbKY SIBJICHUE TEHACPHON UIAECHTU(DUKAIIUU
NPUCYIIE JUIIb COOOIIECTBY JIIOJIE, TO OHO TECHO CBSI3aHO C
KyJbTYPHBIMH TpaguiiusiMu. Ha monoposeBoe pa3BUTHE OKa3bIBAIOT
BIUSHUE Takue (PaKTOpbl, KaK CTPYKTypa CEMbH, BIMSHUE POJUTENICH U
CEMEUHBIX OTHOIIECHUU, BIUSHHUE OOIICCTBEHHBIX CTEPEOTUIIOB, MHECHHS
CBEPCTHHUKOB.

Takum  oOpa3oMm,  yuuThIBasS  BBIIICU3TIOKEHHOE,  CYJEeOHO-
MEJIUIUHCKUN D3KCIIEPT, BBIABISIA X- WIM Y-XPOMAaTWUH B OTIEJIbHO
MOJIYYCHHBIX KJIETKaX, MOXET YCTaHOBUTH JIMIIbL XPOMOCOMHBIN IO
WHIMBHUA, UHTEPIIPETAIUS K€ PE3yJIbTaTOB B YCTAHOBJICHUM TOHAJTHOU U
(€HOTUMUYECKON MTOJOBOM MPUHANICKHOCTH JAHHOTO JIMIA T0JKHA OBIThH
pPa3BEpPHYTON, C y4YETOM BO3MOXXHBIX BapUAHTOB HApPYIICHUN MOJIOBOM

nudpepeHITupOBKH.

YCTAHOBJIEHUE IOJIOBOM ITPUHAIVIEXKHOCTH B
CYJAEBHO-OKCIEPTHOM NIPAKTUKE
HpPIMCpLI M3 TIIPAKTHKHU IIOKA3bIBAKOT, YTO Y HHAUBHUIOB MOI'YT
HAOJIOAThCSA pa3IMyHbIEe OTKJIOHEHHS MOJIOBOM AU (EPEHIIMPOBKU KaK B
KOJIMYECTBE IIOJIOBBIX XPOMOCOM, TaK W HUX CTPYKTYPHBIC HapyLICHMA,
IMPUBOAAIINC K (I)CHOTI/IHI/I‘-IGCKOMy Pa3BUTHUIO HHIWUBHUIA
ITPOTHUBOIIOJIOKHOTI'O I10JIA.
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Taxum o0Opazom, ITOCKOJIBKY JTIMArHOCTUKA IIOJIOBOM
MPUHAUICKHOCTH H30JMPOBAHHBIX KIJIETOK MO OOHAPY>KEHHUIO IOJOBOTO
XpOMaTvHa B SIAPE KJIETKM WM MO U3YYEHUIO OTPOCTKOB JICUKOLHMTOB
KPOBH, a TAaKXK€ MOJIEKYJSPHO-TEHETUUYECKOE YCTAHOBICHUE IIOJOBOU
MPUHAUICKHOCTH TeHa Amelogenin, HE MOXET CIY>KUTh OJHO3HAYHBIM
KPUTEPUEM ITOJOBOT0 CTaTyCa YEJIOBEKA, UCIIOJIb30BAHNE TAHHBIX METOJ0B
B PELICHWH TOCTaBJIECHHOW CJIEAOBATEIEM 3a1a4M MMEET OTrPAaHUYECHUS U
MOKET MPUBECTHU K OLIMOKAM P MPOU3BOACTBE IKCIEPTH3.

Tak, HanpuMmep, npu ATOJIOTUYECKOM VCCIICIOBAHUU
M30JIMPOBAHHBIX KJIETOK sl ¢ cuHapomom Kisitndenstepa (1 ero
BapMaHTaMH), y MYXXKYMH B KIETKax OOHapyXHBaeTcsa X-XpOMAaTHH,
MPUCYIIUN KEHIIUHAM. A TIPU UCCIEIOBAHUM KPOBU — B HEUTPODUIBHBIX
JEHKOUTaX OOHAPYKUBAIOTCSA MOJIOCTICIM(PUUECKIE OTPOCTKH THIa A
(«OapabaHHBIC TaloYKM») W B, Takke XapakTepHbIe IS JKEHCKOI'O
OpraHu3Ma.

B TO e Bpemsi y IKEHIIMH MOXET HaOII0JaThCsl CHIXKEHUE
KOJIMYECTBA OApP-TIOJIOKUTETBHBIX KJIETOK (>KEHCKHUM MOJIOBOM XPOMATHH)
U TMPOIEHT KJIETOK ¢ X-xpomaTUHOM (0 1-12 %), uTo B psijae ciydaeB
MOXET OBbITh CBSI3aHO C YXY/AIIEHUEM COCTOSIHUSI 3J0POBbS, HAIIUYHUEM
CKPBITBIX, KIMHUYECKU HE MPOSIBISIONIUXCS 3a00JICBAHUM.

VY xeHmuH ¢ kapuotunoMm X0 B sapax KJIECTOK HE OOHApYyKUBAETCS
KEHCKHUH TTOJIOBOU X-XPOMATHH.

[TosToMy mipu mNpOBEACHUU CYAEOHO-MEAUIIMHCKUX DKCIEPTU3 C
LEJIbI0 YCTAHOBJIEHHS MOJIOBOM MPUHAMJICKHOCTH U30JIUPOBAHHBIX KIIETOK
Y TKaHEW HEOOXOJUMO YUYUTHIBATH:

* B0O3MOXXHOCTh Pa3IMUHBIX YPOBHEHW MOJIOBOM auddepeHIInpOoBKH
WHJIMBUJIA, HE COOTBETCTBYIOIINX CBEACHUSM OKPYKAIOIINX, 4 UHOTAA U
€ro caMoro.

* BO3MOXXHOCTh YHCJICHHBIX U CTPYKTYPHBIX HapyHIICHUNH XpOMOCOM
KOTOPBIE MOTYT MAaCKHPOBATh MOJIOBOM CTaTyC UHUBHU/IA.

* ITpu uToMOP(OIOTHUYECKOM M3YUYEHUHU MpPenapaToB HEOOXOANMO
00s13aTeNIbHO OKpaIluBaTh W WM3ydaTh Ipernaparbl Kak Ha Y, Tak U Ha X
XpoMaTuH, a Takxke (Iph  BO3MOXKHOCTH) HCCJIEAOBaTh  IOJIO
cennpruUecKre OTPOCTKU JieWkouutoB. I[lapannenbHO HOpPOBOAUTH
U3yueHHE O0Opa3lloB KPOBM (TKAHEW) MPOXOIAIIUX IO Jeny jauil. B
BBIBOJIaX AKCIIEPTHU3bI BHICKA3bIBATHCS O MOJIOBOM MPUHAJICKHOCTA MEHEE
KaTerOpUYHO M HEOJHO3HAYHO, HANpUMEp, B Takol dopmynupoBke: «B
NATHAX KPOBU HaA OJEXKIE IMojo3peBaecMoro N TMpU HHUTOIOTHYECKOM
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HCCIICIOBAaHUN  OOHApYXeHbI  IUTOMOP(OJOTUYECKHE  TPU3HAKH,
XapaKTEPHbIC JIJISI MY KCKOTO (3KEHCKOT0) M0J1a.

[Tpu HEOOXOAMMOCTH AOTOTHUTEIBHO CIEAYET CAEHATh CIEAYIOIIEE!

®  U3y4yaThb MEIUIIMHCKHE JOKYMEHTHI;

e  coOuparb aHAMHE3;

®  MPOBOJUTH OMPOC OJM3KUX U POACTBEHHUKOB, 0Oparias ocodoe
BHUMAaHUE Ha CTPOCHHUE TOJOBBIX OpPraHoB (THUIO-, THIEPIUIA3Hs),
MOJIOYHBIX >K€Jie3, THI OBOJIOCEHHS, aHTPOMOMETPUYECKHE IMOKa3aTelu,
pa3Mep CTOIbI U JIaJI0HEH, BBIMSTYMBAHUE TIEPCTHEBUIHOTO XPsIIlla, HU3KUH
rojoc, camwkeHue 1Q, mukponpusHaku (IIOX0H POCT OOPOJIBI, TCHACHIINS
K BBIMAJCHUIO BOJIOC HAa TPYAH, OTCYTCTBUE 3aJBICUH Ha J0y, HHU3Kas
rpaHuIla poCcTa BOJIOC HA 3aThUIKE, IUTOBUIHAS TPyaHAs KJIETKA, IIUPOKO
paccTaBlieHHBICE  COCKH, THIOIUIa3Uus  HOI'TEH, MHOTOYHCIICHHBIS
IMUTMEHTHBIC TSTHA, Pa3BUTHE MUMHUYCCKUX MBIIIIT); MICHXOCEKCYaIbHYIO
OPUEHTAINIO, OTKJIOHEHHS B TIIOBEJCHUH, arpeccusi, >KECTOKOCTh,
CKJIOHHOCTh K  QJIKOTOJIM3MYy, TOMOCEKCYaJu3My, acOIMaIbHOMY
MOBEICHHUIO;

®  MapajuieNbHO MPOBOJUTH TEHETUYECKOE YCTAaHOBJICHHE IO,
KapUOTUIIUPOBAHUE, AaHAIM3bl Ha COJEPKaHUE TOIOTPONMHUHOB, 17-
KETOCTEPOUIOB, 3CTPOTrE€HOB U JIp.

HPUJIO’KEHUSA

1.2. PacipocTpaHEeHHOCTH B MOMYJIALMAX
Yucnennvie u cmpykmyphoie X-XpomocomHvle aHeynaiououu

Kapuorun @®enorun HomyasimuoHHast
4yacTrora
XXY Cunnpom KnsitnpenbTepa 1:700 myx4uH
XXXY Bapuant cunapoma Knsitadenbrepa 1:2500 myx4uuH
XXXXY ['myOokasi yMCTBEHHass  OTCTaJIOCTh; | Penkuit
CUJIbHOE HEJIOpPA3BUTHUE MOJIOBBIX
OpraHOB
XXX Hnuorna JIeTKas onuroppenus, | 1:1000 >xeHIMH
HETOCTOSIHHBIC HapylIeHUus (PyHKIUU
rOHaJ
XXXX du3nyeckl  HOpMajbHBI,  TspKenas | Penkun
YMCTBEHHAasl OTCTaJIOCTh
Moszanku Cxonen ¢ cunapomom Kisiindenbrepa, | 5-15% oT GONBHBIX €
XXY/XY n HHOrMa ¢ Oojee  CIIaKeHHBIMH | CHHAPOMOM
XXY/XX CUMIITOMAMU Knsitapensprepa
Mo3auku Cxonen ¢ XXX Penxuit
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XXX/XX

XO Cunapom TepHepa 1:2500 >xeHnmH

Mo3zanku TepHep, pa3HbIE CTENEHU MPOSIBICHUS He penku

XO/XX u

XO/XXX

CtpyKTypHBIE He penxn

aHOMAJINHU X

XYY Beicoknii  poct, wuHorma a"omanuu | 1:800 myxuuH
MTOBEICHUSA

XXYY Bricokuii pocT, B OCTUIBHOM CXOAEH C | Penkuii
cunapomom Kisiiindensrepa

1.2. Ilpumepsbl HAPYLLIEHHUSI TEHETHYECKOT0 110J1a
Aopenozenumanwvnutii cunopom (AI'C)

AT'C HacneayeTcs Mo ayTOCOMHO-PEIECCUBHOMY THITY, BCTpPEYaeTCs
c yacrtorou 1 Ha 10000 HOBOPOKAECHHBIX.

HanmnoyeuyHuky — 3TO OJIHA U3 CAMBIX AKTUBHBIX JKEJI€3 BHYTPEHHEU
CeKpeIuu OpraHu3Ma YeJI0BeKa. 3nech BBIPA0ATHIBAIOTCS
MUHEPATOKOPTUKOUIbI (a;mpa0CTEPOH), TJTFOKOKOPTUKOCTEPOUIbI
(kopTH30J,  KOPTH30H),  AaHJIPOreHBI  (TECTOCTEPOH,  3CTPOTECHBI,
MPOTECTEPOH), KaTeXOJIAMUHBI (JpCHAIIMH, HOpAJpPEHAJWH), MENTHUIbI
(coMaTOCTaTHH).

MyTtauun u reHeTudeckue Ae(EeKThl B TE€HaX, PEryIupyrOIIuX
BBIPAOOTKY TOPMOHOB KOPBhI HQJAMOYEUYHHKOB, BCTPEYAIOTCS JOBOJILHO
4acTo, y KaXA0ro u3 narugecatd. OHU HapyliaroT, B TOM YHCJE, CUHTE3
KOpTUKOCTEpouA0B.  KimHMYeckoe  3Ha4YeHHWEe  HUMEIOT  Clydau
TOMO3UTOTHOTO COCTOSIHMS T€Ha, KOIrjJa HWMEIOTCS HapylieHus B
TOMOJIOTUYHBIX XPOMOCOMAX.

B opranusMe denoBeka MmyTeM OMOXUMUUYECKUX PEAKITUi XOJIECTEPUH
mpeBpaiiaeTcss B KOPTHUKOCTEPOWUJBI M TIOJIOBBIE  TOPMOHBI.
KopTukocTepousipl peryjJupyroT COJIEBOM, OCIKOBBIM M  YIJIEBOJHBIN
0OMEH BEIIECTB.

Hapymenue ke  CcHHT€3a  KOPTUKOCTEPOUIOB  YBEIMYMBACT
KOHIIEHTPALUI0 XOJIECTEPUHA, W3 KOTOPOTrO B OOJBIIMX KOJAYECTBAX
HAYMHAIOT BBIPA0ATHIBATHCA MYIKCKHE IIOJOBbIE TOPMOHBI. [lpu 3TOoM
BbIpaOaThIBACTCSl HEAOCTATOYHOE KOJIMUECTBO KOPTH30J1a U albJOCTEPOHA.
Takoil MexaHW3M pa3BUTHUSL AJPEHOTCHUTAIBHOIO CHUHIpPOMA HAYMHAET
(GYHKITMOHUPOBATH €€ BO BHYTPUYTPOOHOM MEPUO/IEC.

Y Oyaymmx JeBOYEK ATO BBI3bIBACT MACKYJWHH3AIMIO, Pa3BUTHE
HApY>KHBIX TMOJOBBIX OPraHOB MO MYKCKOMY THIY, MOSBJICHUE MYXKCKUX
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4epT y JKEHIIHUH, paHHEe OBOJIOCEHHE, (POPMHUpPOBAHME MPECTATETHLHON
&ene3bl. I3MeHeHHbIe MOJIOBbIE TyObl U KIIMTOP MPUOOPETAIOT CXOJICTBO C
MyXCKUM wieHoM. HaOmromaercss yCKOpeHHE MpOIeCCOB OKOCTEHEHMS,
IIO3TOMY Yy HUX HEBBICOKMU POCT, MIMPOKHE IUICUH, Y3KUU Ta3, KOPOTKHUE
KOHEYHOCTH, HU3KHI TeMOp ToJioca.

Y MaJIbYMKOB TMOBBIIMIEHHOE KOJIUYECTBO MYKCKHUX ITOJOBBIX
TOPMOHOB BBI3BIBAE€T 3HAUUTEIBHO OOJiee paHHEE MOJIOBOE CO3PEBAaHKE, Ha
2-3 roay >KU3HU OPTraHu3Ma, MOJIOBOM YJIEH YBEJIMYEH, SUUKU HEOOJbIINE,
MOIIIOHKA TUIIepUrMeHTUpoBaHa. HabmogaeTcss yCKOPEHHBIM POCT BCETO,
HO JI0 B3POCJHBIX MYXXYHH OHH JOPacTh He ycneBarT. OKOCTEHEHUE
HactynaeT Kk 11-12 romam, OypHBIM pOCT MPUOCTaHABIMBACTCS W OHU
HAYMHAIOT PU3UYECKU OTCTaBaTh OT CBEPCTHUKOB.

Cunopom Tépuepa-Illepewesckozo

XpomocomHbie eheKThl Mpu 00pa30BaHUU 3UTOTHI B PSJE CIy4dacB
npuBoaIT K (GopMupoBanuto kapuotuna X0, mpu 3ToM (Gopmupyercs
xKeHckuil (eHotun. B monapisitonieM OOJBIIMHCTBE CIIy4aeB ILIONBI C
KapuoTumnom 45,X CIOHTaHHO a0OPTUPYIOTCS.

NHIUBUIBI POKAAIOTCS C IETBIM «OYKETOMY Pa3IMYHbIX MaTOJIOTHH.
Yacrora Bctpeuaemoctu | Ha 3000 HOBOPOKICHHBIX.

Pa3zBuBaeTcsi KOMIUIEKC TMATOJIOTUYECKUX CHUMIITOMOB Pa3BUTHS
BHYTPEHHHX OpPraHOB, CKEJIETAa, IOJIOBBIX NPU3HAKOB W JIp. Y OITHUX
WHIUBHUJIOB yX€ C MyOepTaTHOro Mmepuoja HaOII0JaeTCsd OTCTABaHHUE B
pOCTE, KPbUIOBUIHBIC KOXKHBIE CKJIAJIKA Ha 1I€e, HEJIOPa3BUTHE IMOJOBBIX
OpraHoOB, TOJIOBBIX TI'y0, MaTKH, BJIarajuviina, MOJOYHBIX JKeJe3, 4YacTo
MIOJTHOCTHIO OTCYTCTBYIOT SIMYHUKH U MECSYHBIE, OTCYTCTBHUE BTOPHUYHBIX
MOJIOBBIX  TPHU3HAKOB, OBOJOCEHHWE TMOHIKEHHOE, O3  MOJOBBIX
0COOCHHOCTEW; Hemopa3BUTHE JepopMalluk  JIOKTEBBIX  CYCTaBOB,
OOHapYKUBAIOTCS BPOXKJICHHBIC MATOJOTMU TOYEK, CEpAla U COCYJIOB,
CyCTaBHbIE KOHTpakTypbl. Kak mpaBwio, HaOIIOIAaeTC CHKECHUE
WHTEJUICKTA.

Y  B3poCHBIX JKEHIIMH HAOIIOJAl0TCs TpyOble YepThl JIHUIA,
HAOII0/IaeTCs POCT BOJIOC HA II€e M CIOWHE, IIUPOKUM pazpe3 Iias,
nedopmarius yiiei, X-o0pa3Hbie HOTU, HU3KUN POCT.

[Ipy UUTONOTUYECKOM HCCIEAOBAHUUA B SApax KIETOK IOJIOBOM
XpOMAaTHH HE OOHAPYKUBAETCH.

Takol CHMIITOMOKOIUIEKC Ha3bIBaeTCa cuHApoMoMm lllepemnieBckoro-
TepHepa.

Cungpom TepHepa MOKET UMETh Pa3IUYHbIC BAPUAHTHI TATOTCHE3A.
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B OonpmimHCTBE ciy4aeB OH OOYCJIOBIEH MoOHOcomMuen X-
xpoMocoMbl (kapuotun 45,X), pexe — MO3aulu3MOM (Hampumep,
45,X/46,XX) n abeppanueii ogHOH 3 X-xpomocom (46,X[delXp-]).

Bapuanmur cunopoma

Y nmun ¢ kapuotunoMm 45,X0 0O0BIYHO OTCYTCTBYET OTIIOBCKasi X-
XpOMOCOMa; BO3pacT MaTepu He siBisgercs ¢akTtopom pucka. Kapuorun
45,X B OoJbIlIe YacTH CiiydaeB OOYCJIOBJICH HEPACXOXKICHHUEM IOJIOBBIX
xpomocoM. B 1-om geneHum Meno3a B pe3ysibTaTe B 3UTOTY ITONMANAET
TOJIBKO OJiHa X-XpoMocoMa. Takke MOryT OBbITh HapyIIE€HUs MUTO3a Ha
pPaHHUX CTaAUSAX APOOJICHUS 3UTOThI, MO3AUIIU3M, TPAHCIOKALMH MEXIY
X-XpOMOCOMOI ¥ ayTOCOMaMH.

[Ipu TpaHciokauu MOKET HAOII01aThCsl HATMYUE JTOMOTHUTEIbHBIX
KJIETOYHBIX JIMHUM, YTO CHJIBHO BJIUSET Ha (opMUpOBaHHE (PEHOTHUIA.
Ecnu uMeercs KIOH KJIETOK, HECYHIHMX Y-XpOMOCOMY, TO B 3adaTKax
MOJIOBBIX KEJI€3 C OJIHOM WM C 00EUX CTOPOH MOMKET MPUCYTCTBOBATH
rOPMOHAJIbHO-aKTUBHAS TKAHb SAMYEK; HAOIOAAIOTCSI HAPYKHBIE MOJOBBIE
OpraHbl MPOMEXKYTOYHOTO THMa (0T THHEPTPOGUPOBAHHOTO KIUTOPA [0
MOYTH HOPMAJbHOTO IIOJOBOTO uieHa). Bo3MoxHble abeppanuu X-
XpPOMOCOMBI ITpU cUHApPOME TepHepa: U30XpoMOCcOMa MO JUIMHHOMY ILIeUy
[1(Xq)], B peakux ciaydasx M30XpoMocoMa 1o kopoTtkomy rmieuy [1(Xp)];
KOHIIeBas aenenus jiuHHoro mieda [del(Xq—)] wiam nememus Bcero
JUIMHHOTO Tieda (Xq—), KoHIeBas aenernusi kopotkoro mieda [del(Xp)]
WU JICJICIUs BCEro KOPOTKOTO Tieya (Xp—); KOHIIEBas MepecTponka X-
xpomocomsl [46,X ter rea(X;X)]; kombieBas X-xpomocoma [46X,r(X)].

[Ipu Tpancimokanmuu Mexay X-XpOMOCOMOW U ayTOCOMOM KapUOTHUIL
MOXKET OBITh COaTaHCUPOBAHHBIM WJIM HecOalaHCHUpOBaHHBIM. Jlaxe eciu
TpaHCJOKaIus cOaJlaHCUpOBaHa, dYacTOTa IIOPOKOB pa3BUTUA WU
YMCTBEHHOM OTCTAJIOCTH MOBbIIeHA. HopmanbHas X-xpoMmocoMma mpu X-
ayTOCOMHOM TpaHCIOKAIlMU OOBIYHO MHAKTUBUpYETCS. B peakux ciydasx
y OOJIbHBIX C CHHIpoMOM TepHepa (B TOM 4Yuclie Yy OOJBHBIX C
MO3aullu3MOM C KJIOHOM KJIeToK 45,X) BbisIBIsAeTCS abeppaHTHas Y-
xpomocoma. [ToBTOpHBIN pUCK poXKIeHHS peOeHKa ¢ cCuHIpoMoM TepHepa
HEBEJIMK, 3a HMCKIIOYEHHEM TEX CJIyyaeB, KOTJla y OJHOTO WIM 000MX
poauTened uMeeTcs Hacieayemas X-ayTOCOMHAas TPAHCIOKAlUs WU
KOr'Jla MaTh HECET KJIOH KJIETOK 45,X.

OKOHYATENBHBIA AMArHO3 CHUHIApPOMa TepHepa MOATBEPKIAECTCS Ha
OCHOBAaHUM XapPAKTEPHBIX KIMHUYECKUX MPU3HAKOB, UMEIOIINXCS JaXKE Y
HOBOPOXXJICHHBIX JI€TeH, MaHHBIX JIAOOPATOPHBIX U WHCTPYMEHTAJIbHBIX
UCCJICIOBAHUM, IMTOT€HETUYECKOTO aHAIN3a.

20



Cunopom mecmuxynapuoii pemunuzayuu (Cunopom Moppuca)

Cunnpom tectuxyisipaon pemunuzanuu (Cunapom Moppuca) — 310
3a00JIcBaHUE, pu KOTOPOM HaOJro1aeTCs HacJIeICTBEHHAs
HEYYBCTBUTEIBHOCTh OpraHW3Ma K TOPMOHAaM TECTHKYJ, BbI3BaHHAs
OTCYTCTBUEM B Y-XpOMOCOME I'€HAa TKaHEBOI'O pELENTOpa MY>KCKOTO
rOpMOHa.

Kapuorun naausuga — 46, XVY. CeMEHHUKH NPOAYLUPYIOT MYXKCKHUE
MOJIOBBIE TOPMOHBI, HO MIepU(EepUIECKUE TKAHU K HEMY HE UYBCTBUTEIbHBI
Y OPTaHU3M Pa3BUBAETCS MO KEHCKOMY THUITY.

Oxpy:karolye Mmocjiae poxACHUs peOeHKa BOCIPUHUMAIOT €ro Kak
JIE€BOYKY, T.K. HAPY>KHbIE MOJIOBBIE OpPTraHbl CPOPMUPOBAHBI TIO KEHCKOMY
tuny. [Ipy B3pOCICHUN MOJIOYHBIC KEJIE€3bl KEHCKOrO0 THUIA, HOPMAJIbHO
Pa3BUTHI, OBOJIOCEHUE CI1A00 BBIPAXKEHO, IPOMOPILIMU TEIA )KEHCKUE, HOTU
OoJee AJIMHHBIC, TT03KE MPUCOSTUHAETCS aMEHOPEs.

[lcuxocekcyanbHOE€  MOBEACHHWE  COOTBETCTBYET  JKEHCKOMY,
MPONOPIIMK Te€Jda COOTBETCTBYIOT COBPEMEHHBIM IPEACTABICHUSM O
KEHCKOM KpacoTe, YTO SBISAETCS MPUUYUHOM, MO KOTOPOW HOCHUTENIU
MOJ00HOM aHOMAJIMK YaCcTO BCTPEYAIOTCS CPEAU MAHEKEHIITHII.

WunuBuasl ¢ cuHapomMoMm  Moppuca 00mamaroT — OOJIbIION
(bu3UYeCKO CHIJION, BBICOKUM POCTOM, JJMHHBIMH pyKaMU W HOTaMH,
MOPa3UTEIBHON CMEIOCThIO, CKIIOHHOCTBIO K HOIIIEHUIO MY>KCKOM OJI€KTbI
WU BJEMEHTOB MY>KCKOTO KOCTIOMA, MPEANPUUMYUBOCTBIO, CUJIBHOU
BOJICH 1 BBICOKUM HHTEJIJIEKTOM.

B ucTopuum MHOT0O M3BECTHBIX JUYHOCTEW C cUHIApoMOoM Moppuca:
Kanna n’Apk, Emmzasera I Troopop, Xpuctmana IlIBenckas, ABpopa
JoneBan — 3HameHuTas nucarenbHuia XXopxx CaHj, HEMelKas mo3Tecca
Annera J[lpocte-I'tonscrod, Beimatomuiicas teocodp u meauym Enena
bnasarckas.

B pa3nuuHbIX BUJIaX CIIOPTUBHBIX COPEBHOBAHUN M3BECTHO HEMAJIO
TaKUX «JIEBYIIEK», KOTOPbIE TEHETUUECKU HE SBIISIOTCS KEHIITUHAMMU.

NMest )KEHCKYI0 BHEIIHOCTh M KEHCKUE MOJIOBbIE MPU3HAKH, 3TH
CIIOPTCMEHKHA TPOXOJAT (UIBTPHl OTOOPOYHBIX COPEBHOBAHUN W
MONaJaloT B JKCHCKHE KOMAaHJbl WM COPEBHOBAHMS CPEAM >KCHIIMH.
[TockobKy OHM HMMEIOT MYKCKYIO CHIIy, OBICTPOTY, JIOBKOCTh U
BBIHOCJIMBOCTh, 3a4acTYI0 3aHUMAIOT MPU30Bbie MecTa. Cpeaur M3BECTHBIX
«CTIOPTCMEHOK» T€HETHMYECKH yCTaHOBJIeHO Oonee 1% Takux myxuwnH. B
HACTOSAIIIEE BPEMS PELICHO MPOBOJAUTH aHAIN3 HA HalW4uue Y XPOMOCOMBI
JUTSl OTCEBA TAKUX CITy4acB.
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Cunopom Knaingenvmepa (mpucomusa XXY)

[Tosmmcomusas mo X-XpOMOCOME Yy MYXKYHMH BCTPEYAECTCS HOBOJIBHO
gacTo - y 1 u3 500. ITpu a3TOM B KapuoTHUIEe MPUCYTCTBYIOT JIBE U OoJiee X
xpomocoM. Kitaccnueckunt BapuanT - kapuorun 47,XXY; Takxke
BcTpevarorcss  kapuotunbl 48, XXXY, 49, XXXXY, 48,XXYY,
49 XXXYY.

JononuutenpHble  X-XpOMOCOMBI NPU  HAJWYAU Y -XPOMOCOMBI
BEAYT K IIEPBUYHOMY THUIIOTOHAAU3MY Yy MyxX4uH. Kak mpasuio,
n00aBOYHbIE X-XPOMOCOMBI HACJIEAYIOTCS OT BO3PACTHBIX MaTepu WU
OTLA IPU HEPACXOKJIECHUU MOJIOBBIX XPOMOCOM.

VY psima vHAMBUIOB BeTpeuyaeTcs mMozauimsMm 46,XY/47,XXY, korma
4acTh KJIETOK OpraHn3Ma MMEET HOPMaJIbHbI KapUOTHII, JpyTas )K€ 4acTh
— C JOMNOJIHUTENbHON (JIHIIHEN) X-XpOMOCOMON. DTU MYXYUHBI MOTYT
ObITh (DEPTUITLHBI U UMETH JICTEH.

Knuanueckn CUHJIPOM Knaiindensrepa MIPOSIBIISIETCS
TUIIOTOHAIN3MOM, TMHEKOMACTHEN U JUCTE€HE3WEN CEMEHHBIX KaHAJbILEB
anyek. OEHOTUIIMYECKM IO BCEM MPU3HAKAM 3TO MYKUYUHBI C
BHENITHOCTHIO €BHYXOB.

Jns IMarHOCTHKH TPOBOIAT KApPUOTHUIIMPOBAHUE Ui BBISABJICHHUS
XPOMAaTHUH-TIOJ0KUTEIbLHBIX UHTEP(PaA3HBIX s1IEP.

[Io comaThyecKOMY pa3BUTHUI0 HWHAWBUIOB MOXHO BBIJICIUTh
HECKOJIbKO THUMOB cuHApoMa KnaliHdenbrepa: AUCIIACTHYECKUN U
MCEBIOMYCKYIUCThIM. [Ipy  AuCIUIaCTHYECKOM  THUIE  Pa3BUBACTCS
Xxynomaseii penotumn. Ilpu nCeBIOMYCKYJIMCTOM THIIE HAOIIOIaeTCsS
HAKOTUIEHUE KUPOBBIX OTIIOXKEHUN Ha Oelipax, UBOTE U rpyau. [Ipu stom
POCT OOBIYHO BBIIIE CPETHETO 3a cueT Oojiee JIMHHBIX HOT. Ta3 MUpoKui,
ieYu Yy3KHWe, TPyJHas KJIETKa IIOCKash M y3Kas, cjaabdoe pa3BUTHE
MYCKYJIaTypbl, HMHOTJa HAOJI0Ja€TCs CHUHIOINIHOCTh KHUCTEH U CTOII,
MOBBIIICHHAS] TOTJIUBOCT.

B nerckom Bo3pacTe pa3BHUBAETCS TUHEKOMACTHS, CBS3aHHAs C
MOBBIIIEHHBIM 00PAa30BAHUEM 3CTPOTCHOB MHTEPCTUIIMAIIBHBIMU KIETKAMU
TECTUKYJI. MOJIOUHBIE >KEJIe3bl COCTOSIT U3 TUIOTHOM (PUOPO3HON TKaHHW,
CEeKpenusi uX OTCYTCTBYeT. llonmoBbIe OpraHbl pa3BUTHI MO MYKCKOMY
TUIY, SIMYKU MaJIeHbKWE, IUIOTHBIE, MOXET OBITh CHEPMATOreHE3, HO
UHIUBUALI OectuiofHbl. OBOJIOCEHHE Ha JIOOKE IO KEHCKOMY THIy, Ha
JUIE W TIOAMBIIIEYHBIX BIAJWHAX BBIPAXKEHO CJ1a00, 4YTO CBSI3aHO C
HUA3KUM YPOBHEM aHJIPOT€HOB M HU3KOW YYBCTBUTEIBLHOCTHIO TKAHEHU K
HUM. [Ipy 5TOM ypOBE€Hb TOHAJOTPOITUHOB MOBBIIIIEH.
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HaGnronaercs rumnormnia3usi roHaj, MHOTJA 3aJIepKKa YMCTBEHHOTO U
MICUXWYECKOTO  pa3BuTusd. KoimyectBO  X-XpOMOCOM  YCUJIMBAET
CUMIITOMATHKY.

Tpanchokauuu zena SRY

Y MyxunH XX u keHIMH XY BCTPEYAKOTCS TPAHCIOKAUWHW I'eHa
SRY c¢ Y-xpomocomel Ha X-xpomocomy. I'en SRY pacnonoxen Ha
KOPOTKOM IUIeYe Y-XpOMOCOMBI M KOJUPYET OEJIOK, BBIMOJHSIOMINN
PEryIATOPHYIO (YHKIIMIO Pa3BUTHS MYKCKHX IOJOBBIX Keje3 (SuyeK),
MOCJEYIONIEEe MPOU3BOJICTBO TOPMOHOB, KOHTPOJIMPYIOIIUX Pa3BUTHUE
OpraHu3mMa Mo My>KCKOMY THITY.

Tpucomusa no X-xpomocome (47,XXX)

Kapuotun (47,XXX) y HOBOPOXKICHHBIX JI€BOYEK BCTPEYAETCS C
yactoTton 1:1000; B paHHEM JETCTBE MUATHOCTUPYETCS PEIIKO, B3POCIIbIC
KEHILWUHbBI, KaK MPaBUJIO, UMEIOT HOpMaJbHbINA QeHoTum. J[Jis *KEHIIHUH ¢
kapuotunom 47,XXX XapakTepeH BbICOKHH POCT, YMCTBEHHASI OTCTAJI0OCTh
(KaK MpaBWJIO, JIETKOM CTENEHU), MO3[HEE Pa3BUTUE PEUM, SIUJIEIICUS,
aucMeHopesi, Oecruionne. Y BO3pPACTHBIX MaTe€peil MOBBIMIAETCA PHUCK
poxIeHusT pedeHka ¢ Tpucomueit mo X-xpomocome. Ilpu nmomucomun X-
XpPOMOCOMBI C YHCIIOM X-XpoMocoM Oosiee Tpex (Hampumep, 48, XXXX,
49, XXXXX) wyacto HaOMOJaeTCs TsDKENass YMCTBEHHAsi OTCTAJIOCTb,
HApyILICHUE TMPONOPLUMM JIMIA, IOPOKOB pa3BUTHUS CKEJIETa WU
BHYTPEHHHUX OPraHOB. Takue CUHIPOMBI TAKOTO THUIIA BCTPEYAIOTCS PEAKO,
HMMEIOT CIIOPAIMYECKUIN XapaKTep.

Tpucomua XYY

NuauBuasl ¢ kapuotunom 47,XYY wumeroT crnenududeckue
OCOOCHHOCTH: Yy HHUX BBICOKMM poOCT; HaOmogaeTcsa mnydoepTaTHOE
YCKOPEHHUE POCTa, KOTOPOE HACTYIAET PAaHbIIE W MPOJOJHKAETCS JOJbIIIE,
yeM OOBIYHO. YMCTBEHHOE pa3BUTHE 0€3 0COOCHHOCTEM, HO HaOJII0JaeTCs
3aJIep’KKa peyeBOro pas3BuTus. B Oosblneidl yacTu ciydyaeB pa3BUTHE U
(GYHKIIMA TIOJIOBBIX JKeJie3 OOBIYHBIE, HO MOXET OBITh HEIOpPa3BUTHE
ANYEK, OECIUIOME W MOHMXEHHAs! (DepTUIIBHOCT.

[logpoctkn u MyxuuHbl ¢ kKapuotunom 47,XYY dYacTto O4YEHb
arpeCcCHUBHBI, CKIIOHHBI K MIPECTYIHBIM JICMCTBUAM M IUIOXO adalTHUPYIOTCS
K ku3Hu B oOmiectBe. Jlokazan ¢akrt, yto numa ¢ tpucomuen XYY
npeobiianaroT 00bIle B TIOPbMaXxX M KOJOHUAX, 4eM Ha cBoOoje. Mmerorcs
JAHHBIE, YTO JIOTIOJIHUTENbHAs Y XpoMOcOMa OTBETCTBEHHA 3a
MOBBIIICHUE YPOBHSA BPOXIACHHOM arpeccuu. COUMOJIOTH YCTaHOBWIN
PUCK OKa3aThCsl 3a PEHICTKOM I CPEAHECTAaTUCTUYECKOIrO0 €BpOIeiIa U
oH coctaBui 0koJio 0,1%, TO ecTh B 3aKIIIOYEHHUU OKa3bIBAeTCSA OAUH U3
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ThICS Y Myx4uH. Jlnga smn ¢ kapuotunoM XYY 3Ta BEPOSTHOCTH
3HAYUTEIBHO BBIIIE U cocTaBisieT okoiio 1,0 %.

YacrtoTa BcTpeuaemoctu kapuotumna 47, XYY - 1:800.

/Jlpyeue napywenusn

Hapymienusi monoBoro pa3BUTHS OBIBAIOT 4YacTO CBS3aHBI C
pa3IMYHBIMU TEHHBIMH MYTaIlUsIMH, XPOMOCOMHOHN IIaTOJOTHEH U
AMOPUOTOKCUYECKUMH (PaKkTOopaMu, MOITOMY y HHIMUBHUIOB pPa3BUBACTCS
3HAYUTEJIBHOE KOJUYECTBO MaTOJIOTUUYECKUX CUHAPOMOB.

llepponema cunopom. Hacnepyercss 1Mo ayTOCOMHO-PEIICCCUBHOMY
tunty. OCHOBHbIE TIPU3HAKA W CHUMIITOMBI: YMCTBEHHasi OTCTaJIOCTbh,
HapyILIEHUE KOOPJWHALIUM JIBMKEHUM, TIOTEps] UyBCTBUTEIHHOCTH,
cmaboCcTh B KOHEUHOCTSX, HAHWU3M IPOMOPIHOHAIBHBIA, KOPOTKas IIes,
CKOJIO3.

MoskeT BCTpedaThCsd HEBPOJOTHYECKAass CHUMIITOMATHUKA: MOTEps
ciyxa (HEHpoCeHCOpHas TYTOyXOCTh) Pa3BUBACTCS Cpa3y IMOCIE POKICHUS
WIM HAaYWHAETCS B PaHHEM JeTCTBE. MoryT ObITh BApUAHTHI MOTEPHU CIIyXa
B O0JIee TO3IHEM BO3pacTe.

Taxke y JKeHIIMH HAOJIIOMAIOTCS AHOMAIMHM SIMYHUKOB WU UX
OTCYTCTBHE, XOTS Hapy>XHbI€ IOJOBBIE OpraHbl Pa3BUTHI MPABUIILHO,
HapyIICHUE MEHCTPYaIbHOTO IUKJIA UM MMOJTHOE OTCYTCTBHE.

Byoxaysza cunopom. Cuurtaercs, dYTO CHUHIPOM pPa3BUBACTCS
BcaeactBue mytanuu reHa C20RF37, pacnonoxeHHOro Ha XpoMOcCOoMe
2022.3-Q35. Hacnenyercss 1o ayTOCOMHO-PEIIECCUBHOMY THITY, T.€.
MHIUBU]T TIOJDKCH YHACJIEIOBAaTh KOMUH JIe(PEKTHOrO TeHa OT KaXKJIOTro M3
POJIUTEIIEHN.

[Ipu sTOM cuHApOME HAOIIOMACTCA THUIIOTOHAIW3M, THUIIOTPUXO3,
aJyioTenysl, caxapHbl JauabeT, HapylIeHHe YMCTBEHHOTO pPa3BUTHS,
AKCTpANUpaMUIHAS TIATOJIOTHS, TIYyXO0Ta, TyTrOyXOCTh, a- W THUIOIUIA3Us
OpoBei. VY JKEHIIMH - TAaTOJOTHS TOJIOBOM cdephl: a- U THUIOIIA3US,
OJIHOpOTasl MaTKa, a- W THIOIUIa3us, JUCTCHE3Us SUYHUKOB, THIIOILIA3HS
TPYIHBIX XKeJe3 U .

e ['pywu cunopom HaciegyeTrcsi MO ayTOCOMHO-PEIECCUBHOMY
THUITY.

Takke mMeeT Ha3BaHWE CHUHIPOM «KOIIAYBErOo KPUKA» IMOCKOJBKY
KPHUK HOBOPOXICHHBIX HAIIOMHHACT KOIlaube MsykaHbe. Cpean OOJIbHBIX
npeobiamaror  AeBouku.  Yactora - BcTtpewaemoctu  1:50 000
HOBOPOXJEHHBIX. JlJIT JAHHOTO CHHAPOMA XapaKTEPHBI: OJUTO(PPEHUS,
HAHW3M, WHBEPCHUS TOJIa, MUKpoledatus, 3aAepKKa UHTEIUIEKTYaaIbHOTO
pa3BUTHS,  KpYyrjoe  JIMIO,  IIIMPOKO  pacCTaBJI€HHBIC  TJiasa,
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AHTUMOHTOJIOUJHBIA pa3pe3 TJia3, OIHUKAHT, HEIOPa3BUTHE HUKHEN
YeII0CTH, KaTapakTa, Kocoriasue, XY aucreHes, THPCYTU3M (M30BITOUHBIN
POCT TEPMUHAJIBHBIX BOJOC Yy JKEHIIMH M JETEH IO MY>KCKOMY THILY),
rycteie OpoBH, OOJBIION HOC W Jpyrue HapyuieHusd. BpipakeHHas
YMCTBEHHAasl OTCTaJIOCTh OTMEYaeTcs BO Bcex ciyyasx. Cpeaud nered ¢
rIyOOKOM YMCTBEHHOM OTCTAJIOCTBIO HA ATy MATOJIOTUIO Tpuxoautcs 1%
U3 BCEX CIy4aeB CUHAPOMA.

Martinexka cunopom, 1OBOJBHO PEAKUN CHUHIAPOM, THI HACJIEIOBAHUS
OKOHYATEJIbHO  HE  YCTAaHOBJEH.  XapakTepU3yeTcsd  YMCTBEHHOU
OTCTAJIOCTHIO,  KOPOTKMMH  MIUPOKMMH  OOJBIIMMH  MasibIlaMH,
MOMUAAKTUINENA, MOYEINOJIOBBIMA AHOMAIUSIMU: THUIOIUIA3UEN TOYEK,
SSIMYHUKOB, TUIIOIUIA3UEN U OJJHOPOTOM MATKOM, OIYXOJIIMA MOYENOJI0BOM
ctepsl.

Tubu cunopom Hacienyercs Mo ayTOCOMHO-PEIECCUBHOMY THITY.
Bcerpewaercs peaxo. s cuHAapoma  XapaKTepHBI  oJMro(peHwus,
OXXKUpPEHUE, TUIIOTOHAAU3M, 3aJIepKKa HWHTEIUIEKTYaIbHOTO Ppa3BUTHS,
TUHEKOMACTHsI, TUIIOTOHAJAU3M, OXUPEHUE, AapaxHOMAKTHIIUS KHUCTH,
JUCTEHE3Us MAaTKU M SUYHUKOB, CYTYJIOCTh, X-00pa3sHOE HMCKPHUBJICHUE
HOT.

Vavnapo-mammapuolti  cunopom,  uau  OKyJI0-OTO-paguaibHbIN
cuHipoM. OueHb pENKWA TEHETHMYECKHM MOpoK pa3ButTuia. s Hero
XapaKTEepHbI: SKCTPAOKYJIAPHBIE IBUTATEIbHbIC HAPYILECHUS, BPOXKICHHAS
JIBYCTOPOHHSISI HEMIPOTPECCUPYIOIIAsl CMEIIaHHasI TTOTEPS ClyXa, aHOMaJIuu
BEPXHUX KOHEYHOCTEH: nedopmariiu O00IbIIOTO Majiblla, aCUMMETPUYHBIE
KOHEUYHOCTH, BBI3BaHHbIE KOCTHBIMU  jAedopManusiMu. Bo3moxHa
MATOJIOTUsI KPOBETBOPEHHUS M CO CTOPOHBI CEPACYHOCOCYAUCTON CUCTEMBI.

Xetimema cunopom — HACIEAYETCA IO ayTOCOMHO-PEIECCUBHOMY
tumy. I[laToreHe3 CBS3bIBAIOT C HWMMYHOJIOTUYECKMMHU HAPYUICHUSIMHU.
XapakrepHbl AUhPy3HbINH GUOPOZUPYIOUINNA aTbBEOJIUT, UANOTATHUSCKUN
UHTEPCTUITUATBLHBIA (PUOPO3 JTETKUX.

Taxke HaOmogaercss riayxotra, HeppomaTusi, THUIOTOHAINU3M,
[JIyX0Ta, TyTOYXOCTh, TPOTECUHYPHSI.

Anvb-26eiiou cunopom — HACIENyeTCsl M0 ayTOCOMHO-PEIECCUBHOMY
tunmy. OCHOBHBIE TIPU3HAKHU: THUIOTPUXO03, TUMOTOHAIN3M, Je(PEKTHI

pa3BUTHA MOYENO0JIOBOH C(l)epbl — TIuioiiasdusa  MaTKu, SIHUYHUKOB,
AMCHODPCH, TMIIOINIA3us ANYCK, OHaroBasa aJolCunA, TMIIOTPpUXO03 TCJIA.
bepuapa-Ystna cunopom — Hacieayercs 1O ayTOCOMHO-

petieccuBHOMY TuIy. Kak mpaBuiio, 3a0oieBaHre HAYMHAET MPOSIBIATHCS
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nocsie 10 ner. XapakTepHbl HEBPOJIOTUUECKUE AHOMAJIUU, TUIIOTOHAN3M,
aTakCHsl, IU3apTPHsl, TUCIIATNs; BBICOKUI CBOJI CTOMBI; aMEHOPES U Jp.

®Dpaszve cuHOpom — PEAKHN TEHETHUYECKHM IMOpPOK pa3BUTHA. Tum
HACJIEJOBAHUSI TOYHO HE YCTAaHOBJIEH. XapaKTEPHbI F'OHAJHBIN JUCTEHE3,
He(ponaTrs, TUMOMIA3Us U JUCTEHE3Usl SIMYHUKOB, aMEHOpEsl, HHBEPCHUS
1oJa v Jip.

benecmeoa cunopom — HaciegyeTcs MO ayTOCOMHO-PEIIECCUBHOMY
TUIy. XapakTepHbl  OJUTO(pPEHHUsl, HAHU3M  MPOMOPIIUOHATBHBIN,
TUTIOTOHA/IN3M, aTaKCHhsl, 3aJIep’KKa HMHTEIJIEKTYaJlbHOTO  Pa3BHUTHA,
MUKpoledanus, caxapHblid JuabeT u ap.

bpocnexka cunopom — HaciaegyeTcs MO ayTOCOMHO-PELECCHUBHOMY
THIY.

XapakTepHbl onuroppeHus, HaHU3M, WHBEPCHUS TMOJa, 3aJCpiKKa
WHTEJUICKTYaJIbHOTO  pa3BUTHA, TpuroHuedanus, arpesus, CTEHO3
CIYyXOBBIX MPOXOJOB, HHBEpCUs TMoJia, XY JHCI€HE3, HaHU3M
MPONOPUHOHATIBHBIN; TUIIOIUIA3HSI MOYETIOJIOBOM CUCTEMBI U JP.

Manoyga cunopom — Haciemayercs MO ayTOCOMHO-PEIECCUBHOMY
TUITY.

XapakTepHbl KapAUOINATUH, THUIIONOHAIW3M, NTO3 BEK, LIMPOKasd,
BBICOKasl CIIMHKA HOCA, IIUPOKOE MEPEHOCHE, KApAUOTATHSI, HAPYIICHUS CO
CTOPOHBI TTOJIOBOU CUCTEMBI.

Heymena cumopom — Hacnemyercsi Mo ayTOCOMHO-PEIECCUBHOMY
TUITY.

XapakTepuzyeTcd MHOXXECTBEHHOM THUIMOIUIa3ued HSHIOKPUHHBIX
&KeJe3, TUIoIia3uel runodusa, MUTOBUIAHON KeJie3bl, HAJIOYEUYHUKOB,
TUTIOIUIA3UEHN U TUCTEHE3UEN STMYHUKOB, SIUYCK.

Betinwmetina cunopom — XapakTepu3yeTcsl TIIyXOTOM, KaTapakToM,
HAHU3MOM, THUIIOTOHAJAU3MOM, KATapaKTOM, TIIyXOTOH, TYTOYXOCTBIO,
HAaHU3MOM, OKUPECHUEM.

@Dpucka cuHOpom — HACIEAYETCS IO ayTOCOMHO-PEIECCUBHOMY
THITY.

XapakTepuzyeTcs aHOMaluld JIMIA, TUIIONOHAIN3MOM, 3aJIepKKOU
MHTEJJICKTYJIbHOTO Pa3BUTHUSI, SHO(PTAIBLMOM, IIUPOKOW CIUHKOW HOCA,
HIUPOKUM MEPEHOCHEM, POTCHUEN, €BHYXOUIHBIM CIIOKECHUEM.

Dumyu cuHOpom — OYEHb PEIKUN CHUHIPOM, HACIeAyeTCs TIOo
ayTOCOMHO-JIOMUHAHTHOMY THUMNY. XapakTepu3yercsi B  OCHOBHOM
KOHYCOOOpPa3HbIM YE€pPETOM, HEBBICOKUM POCTOM, ITyXOTON U Pa3IMYHBIMU
JIMLIEBBIMU aHOMAJTUSIMHU, HaHU3MOM, aHOMAJTUSIMU KUCTEH,
TUIIOTOHAAU3MOM, U30/IaKTUIIMEH, TUITOTIa3ruel (hajJaHr KUCTEH.
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Damuzumvl  aKpomezaiu — CUHOPOM HEPHO2O AKAHMO3d OYCHb
PEIKUN CUHIPOM, pacmpocTpaHeHHOCTh cocTtasiaser 1:200000-500000.
Hacnenyercst mo ayToCOMHO-PEIIECCHBHOMY THITYy. XapaKTePHBI MTUPOKas
CIIMHKA HOCAa, TOJICTbIE TyObl, MaKpOT€HHUS, THUIOTOHAIU3M, HaHH3M,
OpaxuIaKTHIINS, YePHBIN aKaHTO3 (TUIEPIUTMEHTAIUS WU TANUIIOMaTO3
B 00JIacTSIX ~ €CTECTBEHHBIX  CKJIAJOK  KOXHBIX  ITOKPOBOB),
HEYYBCTBUTEIIBHOCTh K HHCYJIUHY.

1.3. TecToBbIE 3a1aHUA

Bri6epute 01IUH MpaBUILHBIN OTBET.

1. MexaHu3M pa3BUTHS aIPEHOTEHUTAIBLHOTO CUHIPOMA!

a) OJIOKMPOBAaHUE CHUHTE3a KOPTUKOCTEPOUJOB B HAJAMOUYCUHMKAX,
KOTOPBIM MPUBOJIUT K TOBBIIMICHHOMY MPOU3BOACTBY MY KCKHX IOJOBBIX
TOPMOHOB;

0) MO3auIIM3M KJIETOK MOJIOBBIX YKEJIe3;

B) HapylUIECHUE JIMHEHHON OpPraHU3alMd XPOMOCOM;

I') BCE MTEPEUUCIICHHOE.

2. Mexanusm paszButus cuaapoma Té€pHepa-lllepemesckoro:

a) IIUTOT€HETUYECKHE HapyIlIeHus 21 mapbl XpoMOCOM;

0) runepIuia3ys HaJaIOUYCYHUKOB,;

B) KJIMHHUYECKOE MPOSIBIICHUE aHOMaJIuW OJHOM M3 X-XpPOMOCOM Y
XEHIIMH npu kapuoture X0;

I') BCE MTIEPEUNCIICHHOE.

3. MexaHu3m pa3BUTHUSI CUHIPOMA TECTUKYISPHON PeMUHU3AIUU:

a) UTOTCHETUYECKHUE HapyeHus 21 mapbl XpoMOCOM;

0) HacleICTBEHHAas: HEUYBCTBUTEIBHOCTh MEpUDEPUUECKUX TKaHEH
OpraHuM3Ma K JEUCTBUKD TOPMOHOB CEMEHHHMKOB, T.€. 3TOT TOPMOH
OpTraHU3MOM BbIpaOaThIBACTCS, HO KJIETKAMHM Tejia HE BOCTIPUHUMAETCS;

B) KJIMHUYECKOE MPOSIBIICHUE AHOMaJIUW OJHOW M3 X-XPOMOCOM Y
EeHIIUH npu kapuoture X0;

I') HOBBIIICHHOE COJIEP>KAHUE 3CTPOT€HOB B OpraHU3ME.

4. Knuanueckue nposiBiieHus: cunapoma Kistitndensrepa (Tpucomus
XXY):

a) TUIIOTOHAJIU3M,

0) THHEKOMACTHH,;

B) IMCTE€HE3UN CEMEHHBIX KaHAJbIICB SIUYCK;

I') BCE MTIEPEUNCIICHHOE.

5. MexaHu3M pa3BUTHS CHHAPOMA TpaHciaoKauu resa SRY':
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a) roHaJHask TUC(YHKIUS MTOJOBBIX KEJe3;

0) HapylIEeHUE CTPYKTYPHI MOJIOBBIX XPOMOCOM,;

B) nepemenienre reia SRY ¢ Y-xpomocombl Ha X-XpOMOCOMY HIIH
COMAaTUYECKHUE XPOMOCOMBI;

r) Tpucomusi XXY.

6. Kapuotun npu cunapome Tépuepa-lllepemeBckoro:

a) MoHocomus XO;

0) Tpucomust XYY

B) Mo3auIiu3M XXX/XX;

r) mo3aunm3M 46,XY/47,XXY.

7. Kapuotun npu cunnpome Knsitndensrepa:

a) neneuus 46,X[delXp-]);

0) Tpucomust XXY;

B) Tpucomust XXX;

r) Mmo3auim3M XX/XY.

8. Kapmortunm JKEHIIMH TpU  CUHIPOME  TECTUKYISPHOU
(beMuHU3aINHN:

a) 48, XXXX;

0) 49, XXXXX;

B) 48,XXYY;

r) 46 XY.

9. Kakue kpacuTenu MCHOJb3YIOT sl BhISIBICHUS X U Y TOJOBOTO
XpOMaTHHa:

a) MPOU3BOJIHBIC AKPUXHUHA;

0) a3yp-PO3UH;

B) aT€OpUH;

I') BCE MIEPEUNCIICHHOE.

10. Ckonpko Tenenr bappa Oyner BBISBIATBCS Y MYXKUHUH C
KapuoTunom XXV:

a) 0;

0) 1;

B) 2;

r) 3.

1.4, IlpaBUJIbHBIE OTBETHI HA TECTOBBIE 3aJaHUS
a).
B).
0).
r).

R S\
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