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PaccmaTpuBaloTcs BOMPOChl AUArHOCTUKM, AvGGepeHUmnansHo AMarHoCTUKU 1 edyeHus cuHapoma KnaviHgensTepa, KOTOPbIA,

ABJISAISICL OAHOW 13 Hanbornee PacrnpoCcTpaHeHHbIX BPOXAEeHHbIX SHAOKPUHHbIX rnarosnorun, 4o cux op OTHOCUTCA K YMCITYy CaMblX 4aCTblX

3aboneBaHui, octawolymxcs 6es I'IpaBMﬂbHOlﬁ AVarHoCcTukmn m neqeHuns. Ocoboe BHUMAaHUE yaeneHo COBpeMeHHOI;I aH,[[pOl'eHHOVvI

Teparnuvu, ceoespeMeHHoe rnpnumMeHeHue KOTOpOV? He TOJIbKO [10BblIlLIaeT Ka4eCTBO XN3HW rnaymneHToB ¢ CMHAPOMOM KnathpeﬂbTepa, HO

1 no3BosseT n3bexatb BCeX MocneacTBM rnoroHaam3ma, XapakTtepHblx A/14 AaHHOro 3abonesaHus.

unapom Knaitndenrsrepa (CK),

SIBJSISICL OJHOW U3 Haubosee

pacmnpoCcTpaHEHHbIX BPOXIEH-
HBIX SHIOKPUHHBIX MATOJOTUI, 10 CUX
MOP OTHOCUTCS K UMCIY CaMbIX YaCThIX
3a00J1eBaHUii, OcCTawIIuXcs 0e3 Ipa-
BWJIbHOI TUArHOCTUKU U JeyeHus. [1o-
SIBJIEHUE COBPEMEHHBIX, d(P(HEKTUBHBIX
1 0e30MacHbIX MPOJOHTHPOBAHHBIX
(GopM aHApPOreHHBIX MpenaparoB (Ha-
npumep, Hebumo) cuenano BO3MOKHBIM
JieyeHue JaHHOTO CUHApPOMA, 4YTO IM03-
BOJISIET HE TOJIbKO MOBBICUTH KauyeCTBO
ku3Hu nauueHToB ¢ CK, HO u ipu cBoe-
BpEMEHHOM Ha3HaYeHUM U30eXKaTh Bcex
MOCJEACTBUI TUMOroHanM3Ma, Xapak-
TEPHBIX IS JTaHHOTO 3abojeBaHus.
B cBs3M ¢ 3TMM KpaiiHe akTyaJabHBIM
SIBJISIETCSl BOMPOC CBOEBPEMEHHOU 1M~
arHOCTUKM JNaHHOTO 3a00JieBaHUS, He-
PEeNIKO MMEIOIEero MHOXECTBO “KIMHU-
yeckux Macok”. C y4yeToM CTOJIb BbICO-
KOI pacnpoCTpaHEHHOCTH JaHHOU mMa-
TOJIOTUM CUMTAEM, YTO BCEM MYXKUMHAM
nocye 20 jeT HeoOXOAMMO MPOBOAUTH
TOPMOHAJbHBIM CKPUHUHT, BKJOYa-
IOIIMI OmpeneeHue YpPOBHEW JIIOTEU-
nusupytomero (JIT), donnukynoctu-
mynupyioiero (®CI') ropMoHOB 1 Te-
croctepona (TC).

PacnpocTpaHeHHOCTb 1 3TUoNorusa

CK sBnsiercst KpaiiHe pacnpoCTpaHeH-
HOM IMaTOJIOTUEH, B MYXXCKOW IONYJISLUA
OH BcTpevaetcst ¢ yactoroit 0,2 %. Takum
00pa3zoM, Ha Kaxabix 500 HOBOPOXKIEHHBIX
MAaJIbYMKOB TMPUXOAUTCS 1 peOeHOK C JaH-
HOIi TaToJOTHel (M1 CpaBHEHHUS: BPOXK-
NIeHHas AMCQYHKLUS KOPbl HAAMOYEeYHHU-
KOB Habmozaercs B 1 ciyyae Ha 10—25 Thic.
HOBOPOXJAEHHBIX). YMCI0 MalMeHTOB C
JIAHHOM MaToJIOTHel TOIbKO B 0fiHOM Moc-
KBE JIOJDKHO cOcTaBiaTh 10 ThIC., OIHAKO
MPY 3TOM JIaIeKO HE KaXIblii 3HIOKPUHO-
nor crankupaercs ¢ CK B cBoeii mpakTuye-
CKOWi IEATENIbHOCTH.

CK gBasieTcss He TOJBKO CaMOi yacToii
(opmoii Myxckoro rumoroHaaMsma, oec-
MJIOAMS, SPEKTUIBHON AMCHYHKIUM, TH-
HEKOMAacTWM, HO M OJHOM W3 Hambojee
PacmpoCTpaHEHHBIX SHIOKPMHHBIX MaTO-
JIOTHiA, 3aHMMasi TPeTbe MECTO Mocje ca-
XapHoro jauabera M 3a00ji€BaHMil IIMTO-
BUITHOI Xene3bl. OMHAKO €CTh OCHOBAHUS
MpeanoaaraTh, YTo MPUMEPHO Y MOJTOBUHbBI
0OJIbHBIX Ha TPOTSKEHUM BCEi MX XKU3HU
3TOT CMHAPOM OCTAaeTCsl HEPacIO3HAHHBIM
[1]. Takue mamMeHTH MOTYT HaOTIOAThCS Y
Bpayeil pasNMYHBIX CHEHUaTbHOCTEN C
OCJIOXKHEHUSIMU, CBS3aHHBIMH C OTCYT-
CTBUEM Tepanuu OCHOBHOTO 3a00jeBaHMs,

T. €. C HPOSIBICHUSIMU M MOC/IeICTBUSIMU
runoroHaausMa. Bosmoxusie “macku” CK
MpeCTaBiIeHbl B maoa. 1.

Oxkomno 80 % ciaydaeB 3a601eBaHMS CBSI-
3aHO C BPOXAEHHBIM HapyIIeHUEM YHClIa
xpomocom — 47, XXY. ¥ ocralbHbIX
20 % GONBHBIX MMEETCS MO3auiu3M 46,
XY/47, XXY, onHa UaM HECKOJIbKO n100a-
BOYHBIX Y-XpoMocoM (Hampumep, 48,
XXYY), Gojee BbIpaxk€HHbIE X-XPOMO-
coMmHble aHeymiouaun (48, XXXY; 49,
XXXXY) unu CTpyKTypHO aHOMasbHble
X-XpOMOCOMBI.

Knaccuduxanms o Wilkins L. (1963) B
monudukanuu Kynakosoit T.A. (1983)
00beIMHSICT BCE PAa3HOBUAHOCTH aHEy-
TUIOWIMI Y MAlMEHTOB ¢ MYXCKMM (heHO-
TUIIOM M YBEJIMYEHHUEM YKCIIa XPOMOCOM
X 1Y, a Takxke pazIMyHble UX MO3aUYHbIC
(hopMbI, COMPOBOXIAIONIMECS AUCTEHE3M-
eif ceMeHHBIX KaHajblieB. OTHaKO HEKOTO-
pble aBTOPBI CYUTAIOT, YTO OTIUYMTENbHBIC
KIMHUYECKKE TTPU3HAKU HOCUTENIEl TaKuX
AHEYIIOMANI OT KJIACCHMYECKUX CiIydaeB
CK (47, XXY) cTaBAT 1moa COMHEHHUE Io-
no6Hyto Touky 3peHus ([onyoesa M.B.,
1980; Kypuio J1.®., 1996).

HapyieHue yncia XpoMocoM 00ycio-
BJICHO MX HEpacXOXAEeHUEM JTM00 IpU Meii-
03¢ Ha paHHeil CTaluM Pa3BUTHs 3apOIbI-

Tabnmua 1. HanGonee yacTble “macku” cuigpoma KnaitHgenbsrepa

Knunuyeckue nposiBNieHns

Bo3moXHble “macku”, anarHo3bl/cneuuannucTbl, y KOTOpPbIX
HabnoaalTCs NaLMeHTbl

Becnnoave Mamonatuyeckoe Gecrnioamne/yponoru, aHaposoru
TMHeKoMacTus lMyGepTaTHas rMHeKoMacTus/neanaTpbl, 3HAOKPUHOOMM, XMPYPTi
OxwpeHve AnvMeHTapHOEe OXVPEHVe/TepanesThl

Bonu B cnunHe, KocTax

OCTeoxoHapP03/HEBPONATONOr

3afepxKka MHTENNEKTYaNbHOroO Pa3BuUTUs

OTCTaBaHWe B MHTENNEKTYaNIbHOM Pa3BUTUM/MCKXONOMH, NCUXMATPbI

HapyLwuenue yrnesogHoro o6meHa

CaxapHbli1 inabeT/aHA0KPUHONOM M

PeTeHUMs 1 ANCTOHMS KIbIKOB BEPXHEN YENIOCT, NaTomoryeckas
CTMPAEMOCTb XEBATEbHON MOBEPXHOCTU MOMSIPOB, XPOHUYECKMIA
KaTapasnbHblii TYHIMBUT, PE30POLIMS MEX3YBOHbIX MEPErOPOAOK

Matonorus dopmMmnpoBaHns 3y60oB/CTOMATONOM
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IIEBBIX KJIETOK, JIMOO MPY MUTOTHYECKOM
JIENICHUH KJIETOK Ha HAYaJIbHBIX 3Tarax pa-
3BUTUSl dMOpuoHa. [Ipeobnamaer maroso-
rust Meiio3a; B 2/3 clyyaeB HepacXoXIeHHe
MMEET MECTO MPH MaTEPUHCKOM OOTEHE3e 1
B 1/3 — mpu OTLIOBCKOM CIiepMaTOreHe3e.
®dakrtopoM pucka BozHukHoBeHMss CK siB-
JISIETCSI, TO-BUIMMOMY, BO3pacT MaTepu;
CBSI3b C BO3PACTOM OTIIa HE yCTAHOBJIEHA.
B omimune oT MHOTMX JIpYrMX aHEyIIou-
nuii CK He accolMmupoBaH ¢ MOBBIIEHHBIM
PHCKOM aBOPTOB U HE SIBIISIETCS IETATbHBIM
(akTopom.

KnunHnyeckue nposieneHns CK

CK 00bIYHO KIMHHUYECKM TPOSIBISETCS
JIMILb TOCIE TI0JIOBOTO CO3PEBAHUS 1 M03-
TOMY JIMaTHOCTHPYETCS] OTHOCUTEJIBHO M03-
nHo. TeM He MeHee NPU BHUMATEIbHOM
MOIX0/IE K PeOEHKY Ha PasHbIX 3Tarax Io-
JIOBOTO CO3PEBAHUSI MOXHO 3arolo3pUTh
CK, mockonbKy BHEILIHE TaKue MalueHThl
UMEIOT PSII  XapakKTepPHBIX MPU3HAKOB
(puc. I). 1o Havana TMOJOBOTO Da3BUTHS
yIaeTCsl OTMETHTh TOJNBKO OT/ENbHbIC Xa-
pakTepHble (hU3MUECKUe TMPU3HAKM, TaKK1e
Kak JUTMHHBIE HOTH, BHICOKAs! TAJIMSI, BBICO-
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KIMHWYECKUA onbIT

Kuii poct. K Havasy monoBoro co3peBaHust
hopMupYIOTCST XapaKTepHbIe TPOMOPIINY
Tesa: MOAPOCTKM YacTO OKAa3bIBAIOTCS BbI-
111e CBEPCTHUKOB, HO B OTJIMYME OT TUMHY-
HOTO €BHYXOMIM3Ma pa3Max pyK y HUX pei-
KO MPEBbILIAET JUIMHY Tella, HOTU 3aMEeTHO
JIMHHee TynoBuia. Kpome Toro, HekoTo-
pble €T C JTaHHBIM CHHIPOMOM MOTYT
UCTIBITBIBATH TPYIHOCTH B yueOe U BbIpaxke-
HUU CBOMX MBICJIE.

B HeKOTOpBIX PyKOBOJICTBAX YKa3bIBaeT-
s, uto y mauueHToB ¢ CK oTMevaertcst Hec-
KOJIbKO CHMKEHHbII 00bEM SIMYeK JI0 Tie-
puoJa TIONOBOTO CO3pEBaHMS. DTO YTBEp-
KIEHUE SIBIISIETCS HEBEPHBIM, MOCKOJIBbKY
10 TIepHo/ia MOJIOBOTO CO3PEBaHUs 00beM
SINYEK Y BCEX MaJIbUYMKOB HEOOJIbIION — Me-
Hee 1 oM.

B moapoctkoBom Bo3spacte CK ware
BCEro MpOSIBISETCS YBEIUUCHUEM TPYII-
HBIX XeJe3, XOTS B HEKOTOPBIX CIydasx
9TOT MPU3HAK MOXET M OTCYTCTBOBATb.
OoHaKo HEoOXOAMMO OTMETHUTh, YTO Y
60—75 % 3m0pOBBIX MOAPOCTKOB Mybep-
TaTHOTO BO3pAcTa TAKXKe OTMEeYaeTcsl yBe-
JMYeHME TPYIHBIX XKene3 — mybepraTHas
TMHEKOMACTHSI, KOTOpasi, OJHAKO, CaMO-
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CTOSATENILHO TIPOXOAUT B TeUeHHe 2 JIeT, B
To BpeMs Kak y manueHToB ¢ CK ruHexo-
MAacTHUsI COXPAHSIETCsl Ha BCIO XM3Hb. [11-
Hekomactusi npu CK ABYCTOpOHHSS W,
KaK mpaBuio, Oe30one3HeHHass. PaHee
CUMTAIOCh, YTO TPU JAaHHOM 3aboJieBa-
HUM CYIIECTBYET BBICOKMII PUCK BO3HMU-
KHOBEHMSI paKa MOJIOUHBIX XeJse3, OfiHa-
KO B MCC/IeIOBaHUHU, TIPOBeIeHHOM B [la-
HUM U BKiIovyuBiieM 696 yenosek ¢ CK
[5], aT0 He ObLTO MOATBEPXKAEHO.

CuuTaeTCsl, YTO TUMMUYHBIM TIPOSIBICHHU-
em CK sBisieTcss Haauuue MaleHbKUX
TUIOTHBIX sinyeK. JJaHHbIN TPU3HAK MaTto-
THOMOHMYEH JUISI TAHHOTO 3aboJieBaHusl,
MPAKTUYECKU HE BCTPEYAETCs MPU IPYTHX
opMax rumoroHaau3Ma, ofHaKO OTMeva-
eTcsl 1a/IeKO He Y BCeX MallMeHTOB C JaH-
HBIM CUHAPOMOM. TakuMm 00pa3oM, OTCyT-
CTBUE MAJICHbKUX U TUIOTHBIX SIMYEK HE MC-
kioyaet Hanmuuust CK.

PaHHee Havyano0 ropMOHANBHOI Tepanuu
MO3BOJIsIeT M30eXaTh WM 3HAYMTENbHO
YMEHBLIUTh TPOSIBICHUs TMHEKOMACTUH,
MO3TOMY HAYMHATh TEPANMUIO MOJOBBIMU
TOPMOHAMM CTOWUT CPa3y TpPU YCTAHOBJIE-
HUH IMaTHO3A.
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Ecnu runekomacTuisl yxe pa3BuIach, To,
Kak IpaBujIo, OHA MMeeT HeoOpaTHUMbIii Xa-
pakTep M B OT/IMYME OT MyOEpTATHON WK
BO3PACTHOM T'MHEKOMACTMU HE IMOAIAeTCS
MeIMKAMEHTO3HOMY JiedeHuio. B ciydae
BO3HMKHOBEHUS y MallMeHTa IUCKOMbOp-
Ta, OOYCIOBJIEHHOr0 TMHEKOMACTHEIA,
HE0o0XOIMMO ITIPOBeIEHME XUPYPrUYeCcKOii
oneparmu.

B nocrnybepratHoM mnepuone HauboJee
YaCThIMK TIPUYMHAMM OOpAIeHUsT MallueH-
ToB ¢ CK K Bpauy sIBJIs110TCSI Oecrionne u Ha-
pyienue mosnoBoit GyHkimn. Y 10 % myx-
YHH ¢ a3oocnepmueit ooHapyxuBaercst CK.

Mpaxruyecku B 100 % ciydyaeB y maru-
entoB ¢ CK oTmevaeTcst aHIpOreHHbIN Jie-
(UIIMT TOM WM MHOW CTEMEHU BbIPaXKeH-
HOCTH. AHIPOTeHHbII AedULNT, KaK Tpa-
BUJIO, Pa3BMBAETCS IOC/IE HACTYILICHMS
[IOJIOBOTO CO3peBaHus, 1o3ToMy y 60 %
0OJIbHBIX TOJIOBOM YIEH MMEET HOpMallb-
Hbple pasmepbl. CTemeHb BUPUIM3ALUK
0O0JIbHBIX CUIIBHO BapbUPYETCsl, HO B 6OJIb-
LIMHCTBE CIy4aeB OTMEYAETCs] OBOJOCEHUE
JI00Ka TI0 XEHCKOMY THITY, a TaKxXe Helo-
CTAaTOUHBIA pocT Bojoc Ha inie. [Tocne 25-
JIeTHero Bo3pacTa mpumepHo 70 % 6oib-
HBIX JKalyloTCs Ha ociabjieHue I0J0BOro
BJIUEHHUS ¥ MOTeHLUK. M3-3a CHIXEHHOI
MPOAYKLIMK aHIPOTEHOB YacTO Pa3BUBAIOT-
Cs1 OCTEOIOPO3 U MbIILIEYHAs cabocTh [6].
V Tpetu OOJbHBIX MMEETCS BapUMKO3HOE
paciIMpeHue BeH rojieHeil ¢ 3bs3BICHMsI-
Mmu [2]. Hepenko Ha0monaoTcst 0XKupeHue,

HapylleHUe TOJEPAaHTHOCTH K TJIIOKO3e U
caxapHblii 1ua0er.

3aboeBaHe MOXET COINPOBOXIATHCS
COMaTMYeCKMMHU paccTpoiictBamu. Heko-
TOpbIe OOJIbHBIE TPEABbSIBISIOT Xal00bl Ha
cnadbocTh, 60K B 00JaCTH cepalla, B HIX-
HUX KOHEYHOCTSIX, MOBBIIIEHHYIO MOTIM-
BOCTb, TOJIOBHBIE OOJIM ¥ TOIOBOKPYKEHHE.
Y nauumeHToB oTMeyarT aehopMaluy yii-
HBIX PaKOBUH, aJIOTELINI0, KaTapakTy, Iep-
MaroriMpuyeckue ocoOeHHOCTH, paauo-
YJIbHApHBIN CMHOCTO3, CKOJIMO3, HEBPOJIO-
TMYecKKe HapyIlIeH s, TOPOKH Cep/la, Of-
HaKO 3TH MPU3HAKU HE UMEIOT TMarHOCTH-
yecKoro 3HaueHus. [lpu Mozaumuumsme
(46, XY/47, XXY) KIMHUYECKHE CUMIITO-
MBI BbIpaXXeHbI ¢l1ab0, ¥ OTIEJIbHbIE 00Jb-
HbI€ MOTYT COXPaHSTh, XOTS U CHIXKEHHYIO,
CMOCOOHOCTH K OTIONOTBOPEHMUIO.

VY nauumenroB ¢ CK cymiecTByeT MoBbI-
LIEHHBI PUCK Pa3BUTHUSI OMyXOJEH U3 3a-
POIBIIIEBLIX KJIETOK. DTH OMYXOJIM BCTpe-
YAIOTCS TPEUMYIIECTBEHHO Y OOJbHBIX B
Bospacte 15—30 ner. [ucTonornyecku oHu
MPEACTaBISIIOT CO00M TepaTo- U XOPUOH-
KapuuHoMbl. [IpuunHa 0ojiee 4acToro pa-
3BUTHS TAKUX OITYXOJIEH OCTAETCS HESICHOM.
OO6CyXIal0TCs POJIb MUTPALIUM TTEPEPOIMB-
LIMXCSl 3apOJBILIIEBBIX KJIETOK, a TaKxke
HapyLIeHUs YKcia XpoMocoM [4].

YV HekoTopbix nauueHToB ¢ CK cHMXeH
HMHTEJUIEKT U OTpaHUYEHBI BepOalbHbIe 1
Mo3HaBaTeJlbHble crmocobHOoCTH. OHU
MJI0X0 YCIMEeBaoT B LIKOJE U HE MOTYT JI0-

CTUYb  MPOQECCUOHATbHBIX  YCHEXOB
(Propping, 1989; Ratcliffe S., 1994;
Rovet, 1995). ®usnyeckue 1 MCUX0JIOTU-
YyecKne 0COOEHHOCTHU MPUBOAST K OTUYX-
NCHUIO TaKUX OOJIbHBIX OT CBEPCTHMKOB.
C 3TUM, BO3MOXHO, CBSI3aHO MPOSIBICHUE
y OTAEJbHBIX OOJbHBIX KPUMMUHAIb-
HBIX HaKJIOHHOCTei. Bhicokast cremeHb
AHEYMJIOMINM  TIOJOBBIX  XPOMOCOM
(48, XXXY u T. 1m.) accoumupyercs c
SIBHOM YMCTBEHHOM OTCTaJ0CThIO.

Oxorno 15 % nauunentos ¢ CK (nosHble u
Mo3anyHble (OpMbI) CTpamaloT onurodpe-
HMeEl, 0OBIYHO B CTEINEHU JIETKOI 1e0nIb-
HOCTH, YTO TOXE HE MOXET CUUTAThCS TO-
CTOSIHHBIM JMArHOCTMYECKMM KpUTEpUEM
cunapoma. [1pu Gosee rIy0oKoM Hapylie-
HUU MHTEIEKTa OTMEYaIOT ayTU3M, MHU-
TeJbHOCTb, CKJIOHHOCTb K aJKOTOJM3MY,
acouuanpHoe moseneHue (Jlasok [LU.,
1991).

CK 1 BO3MOXXHOCTb Nosny4yeHus
noToMcTBa

Panee cumtanock, yto nmauueHTh ¢ CK
OeCIIONHBI ¥ CIIOCOOHOCTH K pa3MHOXe-
HUIO y HUX HeT. B Hacrosiiee BpeMs naH-
Hasl KOHLETLUS TIePeCMOTPEeHa B CBSA3U C
BHEIPEHUEM METOIOB SKCTPAKOPIOPallb-
HOTO OILIOAOTBOPEHUSI 1 MOSIBIEHIEM JIaH-
HBIX O BO3MOXXHOCTH IIPUCYTCTBUS 3aPOIbI-
LIEBBIX KJIETOK B simukax 0osbHbIX CK. D10
OMpEIeTIIO MOMBITKY TIPUMEHEHMST METO-
J1a ICKYCCTBEHHOTO OILIOI0TBOPEHMSI C 3a-

Tabnmua 2. Hanbonee xapakTepHble KnnHU4Yeckue nposisneHuns CK

OpraHbl U CUCTEMbI

Knununueckue nposiByieHus

MoyenonoBasi cuctema

l'vnonnasus auyek. HapyLueHne nonoBow GyHKUMM (CHUXEHVE IMBna0, IpeKTubHas AMChyHK-
v, paccTpoiicTBa opra3ma, yMmeHblueHe obbema askynsTa). becnnoauve (cHuxeHve bepTub-
HOCTM 35IKyNsiTa, BNIOTh A0 a300cnepmMin). JIOBKOBOE OBONIOCEHUE MO KEHCKOMY TUMY

BeretococyamncTble HapyLLEHUs

YyecTBO Xapa (“npunuebl”). KonebaHus ypoBHS apTepuansbHoro aasneHus. Kapavanrum,

[onoBokpyxeHne. YyBCTBO HEXBATKM BO34yXa

TMCYX0OMOLIMOHABHEIE PACCTPONCTBA

[MoBbILLEHHAs Pa3aPaXNTENbHOCTb. BbICTPas yTOMAAEMOCTb. CHUXEHWE NamsTh 1 BHUMAHWS.
[lenpeccuBHbIE COCTOSIHMS. ArpeCCMBHOCTb, 4acTo 06yCNOBEHHAs HeyBEPEHHOCTLIO B cebe.
CHuxeHue 06LLero caModyBcTBUs, paboToCnocoGHOCTM, TBOPYECKOM MPOAYKTUBHOCTM

KocTHO-MbILweyHasa cuctema

Bbicokuii pocT. AnnHHbIE HOMU. HepocTaTouHOE pa3BUTHE MblLLEYHON Maccehl. CHUXeHne

NAOTHOCTM KOCTHOM TKaHU

SH,EI,OKDVIHHbIe HapyLleHnsa

ABLOMVHANLHOE OXMPEHUEe. YBenuyeHve rpyaHbix xenesd. Cnabblil pOCT BOMOC Ha uue,
TyNnoBULLE, KOHEYHOCTSX. HU3KMIA pocT Bonoc Ha n6y. HapylieHne TonepaHTHOCTM K

yrneeofam
Koxa [psbnas, aToHN4Has Koxa
Tabnvuya 3. Bupbl 06cnenoBaHuii, He06X0AUMbIX AJS NOCTAHOBKM auarHo3a CK, v ux pesynbratbi
Bup o6cnenoBanus Pe3ynbratbl
KapwvoTtun 46 XY

[opmoHanbHoe obcnenoBaHne

YposHu JII, @CI noBbILLEHb! BO BCeX cryyasx. YpoBeHb 06uero TC yatle CHUXeH (B
HEKOTOPbIX Cy4asx HOPMabHbIN 3@ CHET NOBbILLEHNS ypoBHS ICIC)
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0GOpOM TEHETUYECKOTO Matepuana Hero-
CPEICTBEHHO U3 siMuKa. B oTaenbHbIX ciy-
yasix CrepMaToO30MIbl IEHCTBUTEIBHO Obl-
JIM TIOJTyYeHbI TyTeM OMOTICUHU SIMYKa, PU-
yeM Jaxe Y TAlKEHTOB C a300CMepMHUEH.
[TonyyeHHbIe TaKuM 00pa3oM CIHepMaro-
30Ukl OBLTM MCTONB30BAHbI JUISI OTLIONO-
TBOPEHUS SMLEKJIETOK, YTO MPUBENO K MO-
JlydeHuto motomctBa. [Ipu 3TOM omucaHo
POXJIEHHWE 3M0POBbIX [ETei, 3ayaThiX Ta-
kuM obpazom [8, 10]. s mckimoyeHust
poxnenus aereii ¢ CK B ciyyae momydyeHust
TECTUKY/SIPHBIX TEHETUYECKUX KIETOK
HEoOXOMMO MCCIIEIOBATh UX HA HAIN4Ke
raruiouHOT0 Habopa XPOMOCOM: MOTOM-
CTBO OYJIET 3/I0POBbIM, €CJIU KJIETKU COMepP-
KaT rarouaHbIi Hatop — 23 X wmm 23 Y,
WY TUTIIOMAHOM Habop 24 X; ecu KIeTK!
cofiepxaT AMIUIOMAHON Hadop 24 XY —
notomcTBo Oynet ¢ CK.

JAnarHocTtuka

CunTaercs, uto 3amnono3puth CK o0bru-
HO TIO3BOJISIET COYETAHUE TUMUYHBIX KIH-
HUYECKMX MPU3HAKOB, TAKUX KaK OYEHb
MalleHbKUiA 00beM simuek (2—4 cM3) U ux
IJIOTHAsE KOHCUCTEHLUS, YTO OTJIMYAeT
9TOT CUHAPOM OT BTOPUYHON aTpoduu sivi-
yeK, MPU KOTOPOil OHU UMEIOT OoJiee Msr-
Kylo KoHcucTeHLuio. OqHako Aajeko He
BCE Bpaul, K KOTOPbIM 0OpaIlaloTcsl AaH-
Hble MALUEHThI, TPOBOAAT AHAPOJIOTUYE-
cKoe 00ceoBaHue ¢ orpeaeneHeM oobe-
Ma siMueK, Mo3TOMY MpPU OPUEHTALMU Ha
TTAHHBIN MTPU3HAK, Y OOJIbIIEN YacTH Malu-
€HTOB IMarHo3 He OyJIeT YCTAHOBIEH.

WHorna nmarHo3 ycTaHaBIMBAOT Y
0OJIbHBIX, O0OpaIIAIIMXCS TIO TMOBOMY
oecrionust. YuutsiBas yactoty CK, a Tak-
K€ TO, YTO MPaKTUYECKU BCE MAlMEHThI
C JaHHBIM CHHAPOMOM CTaJKHBaIOTCS
B CBOEIl XU3HU ¢ MpobieMoii becrionus,
MBI CUMTAEM, YTO BCEM MAlMEHTaM B BbI-
paxeHHbIMU HapyIIEHUSIMU CIiepMaTore-
He3a HeoOXOIMMO OTpPEAENITh KapuOTHI
IUISL  UCKJIOYEHUSI WA TOATBEpXKJe-
Hust CK. TIpaktuuecku y BceX OOMbHBIX
¢ kapuotumnoMm 47, XXY BbISIBASIETCS a30-
ocrepmusi. CriepmMaTo3ouasl MpU ITOM
yraeTcsl HabmoaaTh KpaiiHe peako, B Ji-
TepaType omucaHbl (Hampumep, Terzoli
1 COaBT., 1992) 1 UCKITIOUUTENBHO PEIKUe
CJIyyau CIIOHTAHHOTO OTLIOBCTBA.

B 6uonTarax tectukyn npu CK otmeva-
10T 3HAYUTEJbHOE CHIKEHUE YMCIa MOJo-
BBIX KJIETOK: OTHEJbHbIE CHEPMATOTOHUU
00HapYXMBAIOTCS JIMLIb B €AMHUYHBIX Ka-
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Haublax (Ronel R. u coasr., 2000; Kitamu-
ra M. u coasr., 2000). K mybepratHoMYy me-
puoay HabronaeTcs ycuieHHas nposude-
paLysl MHTEPCTULMATbHBIX KJIETOK, 00-
HapyXUBAIOTCS JereHepalus U rHaauHK-
3alMsl ceMeHHbIX KaHanblieB (Kuprartos-
ckuit U.J1., Tonyoesa W.B., 1992; Kypu-
10 J1.®., 1996).

PaHee 111 mocTaHOBKM AMarHo3a “CHMH-
npoM KnaitHdenbrepa” ucmonb3oBaan
MPOCTO# M IOCTYITHBINA METO/l — BBISIBJICHUE
tenen bappa B cocko6e 1mieku. OmHako, mo-
CKOJIBKY 3TOT METOJ YacTO JaeT OIIMO0Y-
HBIE PE3YJIbTaThl M He 3aMEHSIET 00s13aTe b~
HOTO B TAKKUX CJIy4asiX XpPOMOCOMHOTIO aHa-
JM3a, CYUTAEM, YTO OH MMEET JIUIIb UCTO-
pUYECKOE 3HAYCHHUE.

TonbKo aHaIM3, MPOBEACHHBIN Ha JMM-
(ouurax, MmoxeT nokazaTh Haanuue CK no
MPUCYTCTBUIO JOIOJHUTEIBbHOM Y XpOMO-
coMbl (puc. 2). IHorIa mpu XpOMOCOMHOM
aHajaM3e OOHApYXMBAETCS HOPMANbHbIIA
MYXCKOIl KapuUOTHUII, OJHAKO OTMEYaeTcs
MO3aMIM3M TIPK MPOBEACHUN KapHOTUIIM-
pOBaHMsI Ha KOXHBIX (pubpoOIacTax min
OuonTaTax SIM4Ka.

Bonee yem y 80 % GOMBHBIX ¢ KAPHOTH-
oM 47, XXY ormeyaercsl MepBUYHBINA TH-
MOTOHAMU3M, T. €. CHIIKEHHasl CeKpelust
TC B siMuKax, MpU MOBBILIEHHBIX YPOBHSIX
roHagorporHoB JII' u ®CT. [1pu 3tom co-
nepxanue JII' u @CI npeBbliaeT HOPMY B
HecKoJIbKO pa3. OcoOeHHO BbICOKMM ObIBa-
er yposenb ®CI. Hepenko moBbiieHHe
YPOBHEl TOHATOTPONUHOB TPHU HOPMAJlb-
HOM coxepxaHuu obiero TC sBisercs
nepBbIM J1abopaTopHbIM TMpu3HakoM CK,
MO3TOMY y BCEX MYXUYMH C PE3KO MOBBI-
LIEHHBIMU MX YPOBHSMM HEOOXOIMMO HC-
KITIOUMTh TAHHBIA CHHIPOM.

Yposenb sctpaanona npu CK B cpenHem
BBILIIE, YeM Y 30POBBIX MYXUMH, YTO CKOPEE
BCEro OOBSCHSETCS M3OBITOYHBIM KOJIMYE-
CTBOM XXMPOBOM TKAaHM M TOBBIIICHUEM B
Hell aKTMBHOCTHM apoMaTasbl, B Pe3yJbTaTe
Yero yCUIMBAETCsl MPOLECC apoMaTU3alliu
TC B actporerbl. OQHOBpPEMEHHOE TOBbI-
LIeHUe KOHLIEHTpALX TJI00YIMHA, CBI3bI-
Bao1ero nososbie ropMoHbl (I'CIII), B cbI-
BOPOTKE €l1ie 60JIbIIIe CHIKAET COIepKaHue
OMoIOrnyecku akTuBHOro cBoboaHoro TC.
B ropMoHaJIbHBIX ITOKA3aTeNsIX Y MalleHTOB
¢ CK MoryT HabJomaTbcsi HEKOTOPbIE Ba-
puanuu (puc. 3), OMHAKO BO BCEX CIydasx
Ha0JII0aeTCsl 3HAYUTEIbHOE IIOBBIIICHUE
ypoBHst OCI, uTo sIBIsIETCS HauboIEe TOU-
HBbIM ropMoHaibHbIM MapkepoM CK.

Puc. 1. Cuugpom KnamHdenbrepa

a) naumeHT 27 net

MpymeyaHme. ObpallaeT BHUMaHWE Hanu4me
TMHeKOMacTn, abAoMUHANBHOMO OXMPEHNS,
“Bblcokas Tanua”, runonnasunm audek 1 n1obkosoe
OBOJIOCEHVIE MO XXEHCKOMY TUMY.

a) naument K. 21roga

anME“IaHMG. OGan_LaeT BHMMaHKMe BbICOKasa
Tanusl, CkyHoe N10OKOBOE OBOMIOCEHME MO
KeHCKOMY T1ny, rmHeKkoMacT1a, rmnonnasmng andex.
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JleyeHne

IMockonbky Gosee yem y 80 % marmeH-
toB ¢ CK uMeercs rumoroHaamsM, OHU
HYXIAI0TCS B IOXXU3HEHHOM 3aMeCTUTE b~
Hoit Tepanuu npenapatamu TC. 3amectu-
TEeJbHYIO TEpamnuio ClefyeT HauMHaTh Kak
MOXHO paHblile, YTOOBI MPEAOTBPATUTh M0-
sIBJICHUE CHMIITOMOB M TOCIEACTBUII aH-
JPOTeHHOM HeIOCTaTOYHOCTU. [opMOHaIb-
Has Tepanusi 0ObIYHO HE MPUBOAUT K MC-
Ye3HOBEHMUIO rMHeKomacTuu. Eciu ato co-
CTOSIHUE OECIOKOUT OOJIbHOTO, MOXHO
MPUOETHYTh K MACTIKTOMMUH, BBIMOJIHSIE-
MOH OTBITHBIM CTELUATNCTOM B KIMHUKE
MJIACTUYECKOI XUPYpPIUu.

Kak nokasaHo, B yactHoctu, Nielsen J. u
coaBT. (1988), paHHsIsS 3aMecTUTEIbHAS Te-
parust TC He TOJIBKO CHUMAeT TaKue CUM-
MITOMBI, KaK aHeMUsI, OCTEONOPO3, MbIIIEY-
Hasl ¢J1ab0oCTh M HapyLIEHUE MOJI0BOI (PYHK-
LMK, HO M CIIOCOOCTBYET COLIMAIbHOI afar-
TaluK OOJBbHBIX M MX MHTETPALIMK B 001IIe-
cTBeHHYI0 ku3Hb [7]. [Ipu CK nyuine mc-
moJib3oBarh mnpenapatbl TC JIMTEIbHOTO
neiictBusl. PaHee B Halleil ctpaHe ObLIO 3a-
PETMCTPUPOBAHO JIBAa aHAPOTEHHBIX IMperna-
paTa ¢ OTHOCHUTEJbHO JUTUTEJIbHBIM Jeii-
ctBueM — CycraHoH-250 u OmHaapeH-250,
MHDBEKIIMKM KOTOPBIX HEOOXOAMMO JeaTh
2—3 paza B Mecsil. DT Npenaparsbl sBJIsIOT-
cs1 eMechio uetbipex acupoB TC — TC ka-
MpoHaTa, M30KampoHaTa, MpOMUO-HaTa M
(beHmmponuoHara, KOTOpble XapaKTepu3y-
10TCs1 pa3Hoit (hapmakokuHeTHKoit. TC mpo-
MMOHAT HAUMHAET IeiCTBOBATH OBICTPO, O/
HAaKO K KOHILy MEepBOro JHS €ro AelCTBHE
MPaKTUYECKM TpeKpalnaeTcs; (GheHumpo-
MMOHAT U M30KAMPOHAT HAYMHAIOT ICHCTBO-
BaTh MPUMEPHO Yepe3 CYyTKM, UX ACUCTBHE
MIPOIOJIXACTCS 10 2 HeleNb, a CaMblil UTH-
TeJIbHO ICHCTBYIOLIUI — KaIlpOHAT, ero Ieii-
CTBUE MOKET MPOIOJIKATBCS 10 3—4 Helleb.
Cyl1ecTBEHHBIM HEIOCTaTKOM 3THX Tpera-
PATOB SIBIISIIOTCS KOJIEOAHUSI KOHLIEHTpaLuu
TC B KpoBH OT cympa- 10 cyohu3nonornye-
CKUX MOKa3aTesIeil, YTo OIyIIaeTCsl HEKOTO-
pbiMu GonbHBIMU. Kpome Toro, cympacdu-
3MOJIOTHYECKUe TIoabeMbl coaepxaHus TC
B HEKOTOPBIX CTyyasiX BedyT K MOBBIIICHUIO
reMaToKpuTa, 4To TpeObyeT He TONbKO KOH-
TPOJISl 32 COCTOSIHMEM KPOBM, HO MHOTIA 1
OTMEHBI Mpernapara.

B 2005 r. ma OONBHBIX ¢ aHAPOTEHHOM
HEJI0CTaTOYHOCTBIO CTal JOCTYIEH HOBBII
npenapaT TC ¢ Mo-HACTOSILEMY JJIUTENb-
HBIM JICHCTBMEM — TECTOCTEPOHA YHIEKAHO-
ar (Hebuno) B BuMme MacisHOTO pacTBoOpa,
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KOTOpBI BO BCeM MUpE MPU3HaH Tpernapa-
TOM BbIOOpA JUISI TIPOBENCHUSI TTUTEIbHOM
3aMECTUTE]IbHOIM TOPMOHAIBHOW Tepanuu
TUTIOTOHAIM3Ma JI000ro reHesa, B T. Y. MpU
CK. Hebuno — npenapaT-aerno ¢ 3aMeUIeH-
HBIM BBICBOOOXICHUEM JIEHCTBYIOLIETO Be-
LIEeCTBA; MHBbEKLUK AenaioT 1 pa3 B 3 Mecs-
11a, T. €. Bcero 4 pasa B roji. Takoii pexum Te-
panuu SIBSIETCS 3HAUMTETbHBIM TPEUMY-
mectBoM nepen CyctaHoHoM-250 i Om-
HazpeHoM-250, Mpu JIeueHUH KOTOPHIMU
TpedyeTcs oT 12 10 36 MHBEKIIMIA B IO B 3a-
BUCHUMOCTH OT MeTa0O0JM3Ma JaHHBIX Mpe-
rapaToB y KOHKPETHOro naiueHTa. Heouno
JUIUTEJIbHO ToafepxuBaeT yposeHb TC B
CBIBOPOTKE KPOBM Ha (DHU3MOJIOTMYECKOM
YPOBHE, UTO MO3BOJISIET HAAEXKHO U 3 heK-
TUBHO JIMKBMAMPOBATH M MpPEAOTBPAlIATh
cuMnTombl HepoctatoyHocTd TC. OH 3Ha-
YUTEJbHO JIyYllle MEePEeHOCUTCS MallMeHTa-

MU, YeM paHee M3BECTHbIC Mperaparhl st
BHYTPMMBIILIEYHOTO BBEACHMS, MOCKOJIbKY
nocne uabekuuu Heoumo yposens TC B Te-
yeHue 12 Heeb MoAAEPXUBaeTCs B PU3K0-
JIOTMYECKUX TIpefieiax 6e3 MaTtoJoruyeckux
MOBBILIEHUI U CHIKEHMIA. BakHbIM mpen-
MYILIECTBOM Mpernapara sBseTcs U ObICTpoe
HactyrieHue addekra. [locne BBeaeHuUs
Hebuno, TecroctepoHa yHIEKaHOAT, MOCTe-
MEHHO BBICBOOOXKIAETCS U3 JIETIO U pacliie-
TUISIETCSl 3CTepasaMu ChIBOPOTKM KPOBM Ha
TC u yungekanoat. ITosbienue yposHst TC
B CBIBOPOTKE KPOBU /10 (HDM3MOJOTMYECKUX
3HAYEHUIi 0 CPAaBHEHUIO ¢ MCXOMHBIM OT-
MeyvaeTcsl YK€ Ha CIeAyIolluii IeHb mocie
HMHBEKLIUU.

KnuHuyeckue wuccnenoBaHus Mpoje-
MOHCTPUPOBAJIN BBICOKYIO 3(P(PEeKTUBHOCTD
ucnosb3oBaHus Hebumo. B pesynsrate ero
MPUMEHEHMS] OTMEYEHO TOCTOBEPHOE YBe-

Pyic. 2. KapyoTun naumeHTa ¢ cuHgpomom KnanHdpenbtepa

Pyic. 3. TopMOHanbHble NoKa3saTenu y NaumneHToB ¢ cuHapomom KnanHdpenbtepa
(n = 35, rpaH1Lbl HOPManbHbIX MOKa3aTesiel FOPMOHOB MPSIMOYToJibHbIe)
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JMYEHUE MBIILIEYHOM MacChl U CUJIbI, CHU-
JKEHHUE KOJMYECTBA XMUPOBOIi TKAHHU, TOBBI-
LIEHKE CEKCYaTbHOTO BICYEHUS U yIyyllie-
HUe 3peKTUIbHOI GyHKImMu |3, 9]. Kpome
Toro, Hebumo monoxuteabHO BIMSET Ha
JIMMIMIHBIA CIIEKTP: MPU JIMTEIBHOM Tepa-
MUY OTMEYaeTCsl CHIXKEHME YPOBHsI 0011Ie-
0 XOJIeCTepUHA, a TaKXKe XOJeCTepHHA JIK-
MOTPOTENIOB HU3KOI TFIOTHOCTH.

Hebumo xopoino nepeHocutcs: modou-
Hble 3(hdeKThl (aMapesi, roJoBHas OOJb,
0011 B CycTaBax, MOTJIMBOCTh, aKHE, 00N B
IPyIu) BCTpevaroTcs penako. PexomeHmo-
BaHHBII MHTEPBAT MEXIY MHBEKIMSIMU B
XOJIe KIMHUYECKUX MCCIEeN0BaHUIA HE CO-
Osomany Juib 2 % naiueHToB. MecTHbIe
peakiMy B BMJE MOKPACHEHUS, YIJIOTHE-
HUSI, YyBCTBA NABICHUS MOCIE UHBEKLIUU
otMmeueHbl y 8 u3 90 manueHToB (B 9 ciy-
yasgx Ha 733 MHBEKIIUH).

ITo Hamemy MHeHMI0, HeOumo siBiseTcs
BBICOKOO(D(EKTUBHBIM CPEACTBOM Jieue-
Hus nauueHToB ¢ CK.

Mo6GoyHble 3¢peKTbl
aHaporeHoTtepanumn

Jleuenue angporenamu npu CK spisier-
Csl 3aMECTUTEJIbHOM Tepanuei, KoTopas
obecreynBaeT HOPMaJbHBIM (HU3MONOTH-
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yeckuii ypoBeHb TC, mostomy mpu mpa-
BUWJIbHO TMOJ00OpPaHHON 103¢ HUKAKMX T0-
004HBIX 3(DPEKTOB OT MPOBOAMMOI Tepa-
MUU ObITh HE MOXET.

[Tpu mpeBbIIEHUH T03BI BO3MOXHO
pa3BUTHE CIEAYIOMIMX TOO0YHBIX d(PdeK-
TOB, CBSI3AHHBIX C MEPEI03UPOBKOI aHAPO-
TE€HOB:

MOJUIUTEMUS;

pe3Koe yCUIeHHE MOJOBOTO BICUCHUS;
MpUanu3m;

3a/epkKa XXKUIKOCTH, OTEKM;

aKHe, cedbopest, 00JIbICEHHUE.

MOHUTOPUHI NaLeHToB

c cuHapomom KnanHoenbtepa,

HaXoAsLMXCS Ha 3aMeCcTUTeNbHOM

aHpporeHoTepanuu
Mounutopunr nauueHToB ¢ CK momkeH

OCYILECTBIATHCA He pexe 1 pasa B 6—12 me-

CAlEB UM BKIIOYATH CIEAYIONINE METOMIbI

00ceI0BaHuUS:

* 0OILMi1 aHAJIN3 KPOBH;

* OMOXMMMYECKUIi aHAIN3 KPOBU;

* TOPMOHAJIbHBII aHAIU3 KPOBHU, BKJIIOYA-
ot onpenenerue yposueit TC u JII'
(Hamuuue moBbilIeHHOTo ypoBHs JII' Ha
(doHe aHAPOreHOTEepaly CBUAETEIb-
CTBYET O HEIOCTATOYHOM 03¢ BBOAUMO-
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3a 12 mHsI 0 MIAHUPYeMON MHBEKIINK
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TOPbIX HA MOMEHT MOCTAHOBKH JIMarHo3a
ObUIM IMaTHOCTMPOBAHbI OCTEOTEHHUSI
WM OCTEOTOPO3).
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