2. Mpn WM B cBA3M C MPOMOHTMPOBAHHOM aH-
[JpOoreHn3aumen 4O MeHapxe MOBbIWEH PUCK 6onee
paHHero (OpMMpPOBaHNA XPOHUYECKOW aHOBYNA-
UuKn, B CBA3M C YeM [eTOpPOAHbIVi MPOrHo3 Hebna-
ronpusATHbIA. KNnHMKa runepaHaporeHnn ot Tuna
MO/I0BOr0 CO3PEBaHMNA He 3aBUCHUT.

3. XpoHOonornyeckne cpokm maHudecTaumm nmny-
6apxe npu LN He uUMeT NPUHUMNUANLHOro Auar-
HOCTUYECKOro 3HayeHus. [leBOYKM C M30/IMPOBaH-
HbIM TOMOBbIM OBOJIOCEHWEM HE3aBMCMMO OT BO3-
pacta nopsiexar 06cnefoBaHUIO Yy 3HOOKPMHOMIOra
[NS1 YCTaHOB/IEHUS MPUYUHBI TUMEPaHAPOTreHNN.

JINTEPATYPA

1. MeToAn4eckme yKasaHnsi N0 HOpmaTvBam (3M4ecKoro pas-
BUTUA aeTeli 1. MoCKBbI OT poxaeHus go 17 net. — M.,
1972. — C. 16.

2. IC-:UM?[)]SH4A E. 1 Mpo6n. aHAoKpuHOon. — 1992, — Ne 6. —

3. Wwwn O. E., Cuunnasa WN. T. // Tam xe. — 1995. — Ne 3.
— C. 28-29.

4. Del Balzo P., Borreli P., Cambiase P. et al. // Hornt. Res. —
1992. — Vol. 37, N 4-5. — P. 180-184.

5. lbanez L., Potau N.. Virais R. et al. // J. clin. Endocrinol.

Metab. — 1993. — Vol. 76, N 6. — P. 1599-1603.
Kulin 1. E. U Endocrinology. 2-nd Ed. — Philadelphia,
1989. — Vol. 3. — P. 1873-1899.

7. LuckyA. W., Rasenfield R. L., McGuire J. et al. // J. clin. En-
docrinol. Metab. — 1986. — Vol. 62, N 5 — P. 840—848.

8. Odell W. D. 1/ Endocrinology. 2-nd Ed. — Philadelphia,
1989. — Vol. 3. — P. 1860 -1872.

9. Rosenfield R. L. // Pediatr. Clin N. Amer. — 1990. —
Vol. 37, N 6. — P. 1333-1358.

© KOJIJIEKTVB ABTOPOB 1996
YK 616.885-055.3-076.5-078.33

10. Siegel S. F., Finegold D. N.. Urban M. D. et al. // J. clin. En-
docrinol. Metab. — 1992. — Vol. 74, N 2. — P. 239-247.

nocTyunjia 29.03.95

D. Ye. Shilin - RETROSPECTIVE ASSESSMENT OF THE
COURSE OF PUBERTAL PERIOD IN ANDROGYNY

Snmniary. The course of sexual maturation and specific
features of the clinical status were retrospectively studied iu 65
women aged 17 to 39 with functional variants of androgyny in or-
der to detect the earliest symptoms of nontumorous androgyny
which debuts, as a rule, during lhe pubertal period. The androgy-
nous syndrome was combined with menstrual dysfunction in 56
patients and coursed as idiopathic hirsutism (with regular biphasic
cycle) in 9. Twenly-tliree (41%) patients of those with menstrual
dysfunction, but none of those with the normal cycle, had a histo-
ry of inverted puberty which started by isolated pubarche. In con
trast to patients with normal puberty, inverted puberty was associ-
ated with earlier pubarche, late thelarclie, and similar terms ol
meuarche, the duration of the premenarche androgenization being
prolonged almost live-fold (2 8 + 0.6 years in patients with invert
ed puberty vs. 0.6 0.1 years in lhe rest, p<0.001). Despite an
earlier cessation of growth in inverted puberty, the linal height was
the same, no matter what the type of puberty. The characteristics
of liirsutism were likewise the same, but menstrual dysfunction in
patients with mverted puberty was rellably more incident, started
earlier, and ran a more grave course (almost always with chronic
anovulation) Pubarche was preterm (before the age of 8 years) in
7 patients with inverted puberty and delayed in 16, no differences
of any kind being detected between the two groups. A concept on
Ihe pathologic type of inverted puberty has been formulated for
the first time. Despite the period of its onset, isolated pubarche
leads to prolonged androgenization of gonadostat to meuarche,
this involving a high risk of formation of still more grave nosologic
vaéiants of the androgynous syndrome complicated by fertility dis-
orders.

. N. Kosnos, C. 10. KanmHueHko, B. 0. Cnonumckuid, /1. ®. Kypuno, H. C Abakymosa,

E. B. MxuTaposa, /1. B. Luneiiko

KITMHNKO-LIMTOMEHETUNYECKOE OBCJIEJOBAHUME BOJIbHbIX

TPAHCCEKCYAJIN3MOMI!

OHAOKPUHOMOINYECKNIA HayYHbIA LUeHTp (aup. — akag. PAMH . N OepoB) PAMH, Mefguko-reHeTu4eckuii Ha-
YUHbIA LUeHTp (aup. — uneH-kopp. PAMH B. L. ViBaHoB) PAMH, Mocksa

JocTmxkeHnsa MeOVUMHCKOM Hayku (3HAOKPUHO-
JIOTUW, TEHETUKW, CeKcomnaTonorun wu ap.) nocneg-
HUX [OeCATUNeTUI A NO3BONWAM PacLUMPUTb BO3MOXK-
HOCTU M3y4eHWs naToreHesa MHOMMX 3ab60/1eBaHUIA.
Bmecte ¢ Tem paboT, Kacalowmxcs MexaHW3MOB
pa3BuTuA TpaHccekcyanuama (TC) — 3abonesaHus,
npyv KOTOPOM MPOUCXOAUT HECOOTBETCTBME XapakTe-
pa Hapy>XHbIX MOMOBbIX OPraHOB YyBCTBY CBOEN MO-
NIOBOW MpuHagneXxHocTn |1], B 3apybexxHoi nuTtepa-
Type KpaiiHe mano |4, 7—10], a B Hawlei cTpaHe HeT
BooOLLE.

TC aBnseTca yHVKa/lbHOM NaTtonormen, nockosb-
Ky HapylleHue fJeTepMMHauUM MOJSIOBbIX LEHTPOB
ryunoTtanaMyca npoucxXouT, MNo-BUAMMOMY, MpeHa-
TanbHO [9], Tak Kak geTu y)ke B Bo3pacTte 2—3 feT
owyLlaT cebs B MPOTMBOMONIOXKHOM MOJe.

Henb3s MCKNOUNTbL, YTO MPUYMHOM BO3HUKHOBeE-
HUA TC MOXeT ObITb FeHHaa MyTauus, 4TO MOA-
TBepX4aeTcq BO3HUKHOBEHMEM TC Yy MOHO3UIOTHbIX
6/11M3HeL0B, KOTOPbIM 6bI10 MpoBedeHO HbA-TUNu-

| [aHHas paboTa BbIMNO/IHEHA MNPV YaCTMYHOW MOALEPXKKe
gTSTI'I P® "lMpuopuTeTHble HanpaBfeHUs TeHETUKKN", NPOeKT

posaHue [11]. B OHL, PAMH Takxe HabntogaroTcs
aBe cecTpbl (MOHO3MroTHble 6GMM3HELbI), Ke-
narowpe CMeHUTb Non.

HekoTopble wnccnegoBaTenn |5] cuuTatoT, 4TO B
OCHOBE BO3HUKHOBeHUA TC nexar hepMeHTHble fe-
(heKTbl HaAMOYEYHMKOB Y MaTepu, MNPYBOAALLME B
COYETaHMM CO CTPECCOBON cuTyauuein Bo Bpems Ge-
PEMEHHOCTM K MOBbILEHNIO YPOBHS aHAPOreHoB,
noA AencTBMemM KOTOPbIX MPOUCXOAUT [AeTepMuHa-
LMA MOMOBbLIX LIEHTPOB rMnoTasiamyca no My»CKO-
My TUMNY Yy MNJ04a XEHCKOro reHeTUYecKoro v ro-
HagHoro nona [5]. OfHako ecnn nNpUAepXMBaTbCA
3TOM TOUYKM 3PEHUSA, TO HET 0O6BACHEHNS BO3HWKHO-
BEHUIO My>ckoro TC.

Taknm 06pa3om, BONpoc 06 3TMOMOrMK 1 natore-
He3e TC [0 cux MOp OCTaeTCd HepeLleHHbIM, 4TO ”
MOCAY>XMN0 MOBOAOM [/l HAcTOSILLEro MccnefoBa-
HYS.

MaTepuasnbl 1 MeTofbl

O6cneaoBaHbl 12 60/bHbIX XeHCKUM TC (M0 unny >KeHLM-
Ha—MY>KumHa) B Bo3pacTe OT 21 roga Ao 43 neT n 3 60MbHbIX
My>XCkum TC (Mo Tuny My>KUMHa—XeHLUMHa) B Bo3pacTe 24,
26 netu 31 rofa. Y Bcex naumeHToB amarHo3 TC noATBepX/eH B
otgeneHnn HUW ncuxumatpum Mwumsgpasmesnpoma P® nocne
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IMcToNorMyeckas KapTuHa oBapUasibHOM TKaHW 4Yepe3 L rof OT Hauasa aHaporeHoTepanun y 6o/bHoM

a — B KOPKOBOM C/I0€ SIMYHMKA UMEKTCS 2 NPUMOPAVasbHBIX (DOIMKY A C NPU3HaKamu fiereHepauuu’' 6 - MMETCs 2 KACTO3HO-Mepe-
POXAAOLLMXCS MOMOCTHBIX PONMANKY/A; 06UIbHOE KPOBEHAMOMHEHIE KPOBEHOCHBIX COCY/J0B BCEX KOMMOHEHTOB SUYHMKA.

NPOXOXAEHNS CTauMOHApHOro 06cnefoBaHNA 1 NcmMxmaTpuyec-
KON 3KCMepTu3bl.

LinToreHeTnyeckoe u, Mpu BO3MOXHOCTM, FameTonornyeckoe
ncecnefoBaHns OblIn NPOBEAEHbI B 1a60paTopun reHeTUKM Hapy-
LeHn penpogykuun (pykoBogutens — npod. J1. ®. Kypuno)
HWW knnHWYeckow reHeTukn MeamKo-reHeTMYeckoro Hay4yHoro
ueHTpa PAMH.

YpoBeHb FOPMOHOB B Mna3Me KPOBW ONpefensnM MeToAoM
UMMYHO(EPMEHTHOIO aHa/M3a CTaHAapTHbIMW aHTUCLIBOPOTKa-
MW B TFOPMOHa/IbHOW nabopaTopumn (pykoBoaMTenb — Mpod.
H M ToHuapos) SHLL PAMH.

YnbTpasBykoBoe uccnefosaHue (Y3W) opraHoB Manoro tasa
OCYLLECTB/IANOCL B OTAENEHUM (DYHKLUMOHANbHOM AMarHOCTUKM
(pykoBoauTenb — [OKTOP Mef. HayK B. H. WrHatkoB) 3HL]
PAMH.

26

Pe3ynbTaTbl 1 UX 06CYXKaeHWUe

3 12 605bHbIX YKeHCKMM TC 0Ka3aiocb BO3MOXK-
HbIM MPOBECTU LMUTOreHeTUYeckoe 06CnefoBaHne
TO/bKO Y 6 60MbHbIX. Y BCex 06cnefoBaHHbIX 60/b-
HbIX BbISIBIEH HOPMa/lbHbIA KapuoTun — 46 XX
(COOTBETCTBYIOLUMIA YKEHCKOMY TOHagHOMYy Mony),
6€e3 HapyLUeHMa Ymcna u CTPYKTYPbl XPOMOCOM.

deHOTMN y BCeX MauMeHTOB [0 Hayana angpore-
HOTEepanumn: >KeHCKOe TE/OC/IOKEHNE —  Y3KWUl
MIe4eBO MOSAC, LUMPOKMIA Ta3, YMEPEHHO pa3BuTas
MYCKy/atypa, OBOJIOCEHME N106Ka U MOAMbILLEYHbIX
BMNaguvH — MO >KEHCKOMY TWMY, YMEpeHHbI runep-



rpyxo3 wna Horax W pykax, pasMepbl MaTKu W
ANYHUKOB Yy 6 (50%) 60/bHbIX COOTBETCTBOBA/IN
BO3pacTHOW HopMme, Y 6 (50%) 60/bHbIX OTMevascs
NOM0BOM MH(aHTUAN3M (pa3mepbl MaTKM U ANYHU-
KOB MpW OCMOTPE rnHekonorom n npu ¥Y3W opra-
HOB MaJioro Tas3a YMeHbLLEHbI).

Mpn wnccnegoBaHUKM YPOBHA TOPMOHOB B rJ1asme
kposu — JII', ®CI, nponaktuHa (MPJ1), acTpaau-
ona (32), TectoctepoHa (T), kopTtusona (K), 17-ok-
cunporectepoHkanpoHata (17-OlMK.) — BbISIBNEHO,
YTO 3a UCK/IKOYEHMEM YPOBHA T BCE rOPMOHasIbHbIE
nokasaTenn HaxoAunuCb B Mpedenax BO3PACTHOW
HOpPMbI (00 Hayasa ropMOHa/IbHOro fleYyeHus). Ypo-
BeHb T B Mjiasme KpoBW Yy 60JIbHbIX XeHckum TC ao
Hayana aHAporeHoTepanuu Mpu  CTaTUCTUYECKON
06paboTKe NOJMyYeHHbIX AaHHbIX (M + T) pgocto-
BepHo, B 1,3 pasa, oT/Myasica OT CpefHero 3Haue-
HUS, ONPefensemMoro y 340POBbIX YXEHLLMH, U COC-
TaBnsan 1,05—3,51 Hmonb/n (Npy HOpMme AN YKeH-
WnH 0.8—2,7 HMoOnb/N).

Mpn Y3 opraHoB manoro Tasa y 3 (25%) u3
12 60nbHbIX XXeHCKUM TC [0 Havana aHaporemorepa-
nnv 6b1In 06HapyXeHbl MeNKOKUCTO3HbIE U3MEHEHUSA
oBapuanibHOW TKaHW. Yepe3 | rog u 6onee OT Hayana
aHporeHoTepanuu Npu NosTopHoMm Y 3W opraHos ma-
NIOro Tasa yxe y BceX 12 60/bHbIX ObbiM 06HaPYXeHbI
MENKOKNCTO3HbIE W3MEHEHUS O0Bapua/lbHOM TKaHu
(YpoBeHb aHApPOreHOB B MNjasMe KpoBW y BCex 60/1b-
HbIX C XXeHCKuM TC uepes rog nocne Havana aHapore-
HOTepanun COOTBETCTBOBA/I MOKa3aTeNaM, Xapakrep-
HbIM [/71F 3[40POBbIX MY>XX4MH, 1 cocTtaBun 13—33
HMONL/N). B 3TOT e nepuog Ha olie aHfporeHoTe-
panuun 6b1710 NPOBEAEHO TMCTONOMMYECKOe UCCnefoBa-
HVEe ANYHMKOB (CM. PUCYHOK) Yy 3 GO/bHBbIX.

B KOpKOBOM Cfoe pe3eumpoBaHHbIX ANYHUKOB
BbISIB/NIeHbl eVHNYHbIE NMPUMOPAVaIbHbIE (PONNKY-
Nbl C Npy3Hakamu gereHepaummn (y | 60bHON >XeH-
ckum TC) nnn OTCyTCTBME MPUMOPAUaIbHBLIX (hOrI-
MKyNoB (y 2 60nbHbIX C XeHckum TC). Y Bcex
60/IbHbIX ObbI BbISIB/IEHbl KNCTO3HO-NEPepOXaeH-
Hble MOMOCTHbIe (PONIUKY/IbI AUAMETPOM A0 5,5 MM.

Mo-BngmMmomMy, OfHOW M3 MPUYUH yrHeTeHns on-
NIVIKynoreHesa y 60/bHbIX YeHCKUM TC ¢ MCXOAHO
HOpPMa/IbHOl  Y/IbTPa3BYKOBOW KapTUHOW OBapuasib-
HOI TKaHW (B Hawem HabntoaeHnn 9 u3 12 60MbHbIX)
MOXHO CuUMTaTb AAUTeNbHOe BO3AeNCTBME aHAapore-
HOB, MOCKO/IbKY BCE MauUMEHTbl Ha MPOTAKEHUU OT
| roga go 3 neT nonyyanu cyctaHoH-250, aHApOreH-
Hblii ~ Mpenapatr  MPOJIOHTMPOBAHHOIO  AelCTBUA
(250 Mr BHYTpUMBbILLIEYHO 1—2 pasa B MecsL).

[na BbIACHEHUS MNPUYUH UCXOAHOW, A0 Havana
aHAporeHoTepanmun, Me/Ko KICTO3HONW AereHepauun
OBapua/ibHOM TKaHW, KOTOpas, COrnacHO Y/bTpassy-
KOBOI KapTuHe, Oblia OOHapy>keHa Yy 3 60/bHbIX
XeHCKM ['C, Heo6XoAMMO [anbHeliliee nu3yyeHue w
Hakomn/eHne (PaKTOB. YuuTbiBas MOBbILLEHHbIA YpPO-
BeHb [ B nnasme KpoBWU Yy 60MbHbIX XeHckux! TC fo
Hayana aHgporeHoTepanuu, Y [aHHbIX 3 60/bHbIX
Henb3s UCKIHYUTL HalMyne CUHLPOMa CK/epoKMC-
TO3HbIX AMYHMKOB (CKHA). [MpuumHa “ucxogHoro”
passutnsa CKA npu xeHckom TC, no Hawemy MHe-
HUIO, aHafIornMyHa MexaHW3my BO3HWKHOBEHUA O/U-
ro- WM asoocrnepMun y O0MbHBIX C MyXCKuM TC
[2] n 3akntouaeTcs B ToM, UTO 60NbHbIE TC ¢ AeTcTBa
HaxogAaTCqd B COCTOSIHAM  XPOHWMYECKOro CTpecca.
Hawm gaHHble 0 BbICOKOW acCoLMMPOBAHHOCTM >KEH-
ckoro TC m CKA COOTBETCTBYHOT [aHHbIM OpYrux

aBTopoB |6], cornacHo KotopbiM CKHA BCTpeyaetcsa y
60/1bHbIX XeHckuM TC B 30% cny4vaeB, Korfa Kak
pacnpoctpaHeHHocTs CKA cpean >KeHWWH [eToposa-
HOro BO3pacTa CoCTaB/seT NnLb 5%.

JaHHble UMTOreHeTUYecKoro uccnefosaHusa y 3
60/1bHbIX MyCckuM TC: kapuotun 46 XY, cooTBeT-
CTBYIOLUMI MYXCKOMY FOHaHOMY MOy, YMUCNO U
CTPYKTYpa XpOMOCOM He W3MEHEHDbI.

deHOTUN (4O Hayana 3CTPOreHoTepanuu): My>-
CKOE Te/IOC/IOKEeHWE, LUMPOKNIA MIeueBoii Mosc, y3-
KW ra3, XOpoLlo pasBuTas MyCKynaTypa; OBOJiOCe-
HME MO0 MY>XCKOMY TuMy, wua /nuue O0BOJIOCeHUE
CKYZlHOe; Be/IMYMHA fANYEeK UK TO0JIOBOr0 uYjieHa B
npesenax BO3pacTHOW HOPMbI.

MNpn wvccnegoBaHUM ypoBHA ropMoHoB — J1T,
dCI, MPN, T, 32, K, 17-OMNK — B nnasme Kposu

(B0 Hauvana scTporeHoTepanun) M3MEHeHWUn He 06-
Hapy»eHo.

Y 2 60nbHbIX My>Ckum TC (g0 Havana acTpore-
HoTepanuu) 6bIN MPOBEAEH aHan3 criepMorpaMmb
M 6bl1a 06HapyXeHa ONMroacTeHOTepaTo300enep-
MWS, YTO COOTBETCTBYET paHee MOJyYEHHbIM Hamu
[JaHHbIM 0 XapaKTepe HapyLUeHWs criepmaToreHesa
y 60MbHbIX My>CKkuM TC |2].

MpumeHeHne pa3paboTaHHOro Hamu paHee |3]
KO/IMYeCTBEHHOI0 KaprosiorMyYyeckoro aHaamsa coc-
TaBa He3pesbiX MOMIOBbIX K/IETOK W3 3AKY/NATa CBU-
[eTenscTByeT 06 YrHeTeHWM CrnepMaTtoreHesa, ero
YyacTU4HOM 6noKafe Ha cTaausx npodgasbl | mMuTOo3a
[0 NaxmTeHbl U MHTEHCMBHOWM [ereHepauuu Hespe-
JIbIX MOJIOBbIX K/IETOK Y 60/IbHbIX MY>XCKUM TC.

Bonpoc 06 "mcxopHoi" (00 Hadana acTporeHoTe-
pannu) ONMroacTeHOTEPATO300CMepPMUN  MPEXIEB-
peMeHeH 1 TpebyeT Aa/lbHeMLLEero HakonaeHus ak-
TOB U UX U3YYEHUS.

BbiBOAbI

1. MpoBefeHHOe KINHUKO-LUUTOreHeTMYeCKoe 06-
cnefoBaHve TPynMbl 60/IbHBIX MYXCKUM W YKEHCKUM
TC nokasaio HaMyMe HOPMaIbHOI0 KapuoTuna,
6e3 HapyLLeHUa Yucna U CTPYKTYPbl XPOMOCOM.

2. AHanmM3 roHag 1 rameT Mo3BOSIUA YCTaHOBUTH
HapyLleHVe cnepmaTtoreHesa o Hayasa ropmoHasib-
Horo neyeHns y 100% 60/bHbIX MY>CKUM C un yr-
HeTeHue donnukynoreHesa y 25% O60/bHbIX >XEeH-
ckum TC [0 Hayvasia ropMOHaNIbHOrO leYeHus.

3. lNposefeHvie aHAporeHoTepanuu y 60/bHbIX C
YXeHCKUM TC nprBOAUT K MOAABMEHUIO (DONKYO-
reresa.
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G.l. Kozlov, S.Yu. Kalinchenko, B Yu. Slonimsky, L.F. Kurilo, N.S
Abakumova, Ye.V. Mkhitarova, L.V. Shiteiko - CLINICAL AND
CYTOGENETIC EXAMINATIONS OF PATIENTS WITH
TRANSSEXUALISM

Summary. Patients with male and female transsexualism
were examined using clinical, cytogenetic, gametological and
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morphological methods. All patients were shown to possess nor-
mal karyotype without disorders in cluomosome number or struc-
ture. Signs of sclerocystic ovaries were detected in 25% of patients
with female transsexualism before treatment; after androgen thera-
py of 1 lo 3 years signs of sclerocystic ovaries and folliculogenesis
suppression were observed in 100% cases. All the patients with
male transsexualism presented with spermatogenesis in the form of
oligoastheuoteratozoosperniia and degeneration of immature sex
cells before therapy.

CNHOPOM BAPTEPA Y TOMO3UTITOTHbIX BJ/TIM3HELLOB

MMAwuM. N. M. CeuyeHoBa

CuHgpom bBapTepa XapakTepusyeTcs runeppeHuHemvien Ha
(hoHe runepniasunn HOKCTar10MepynsapHbIX KNeToK, rinepanbaoc-
TEPOHypnen, AeULUTOM Kanus, MeTabonMyeckKuM asikanosom,
PE3NCTEHTHOCTbIO COCYZ0B K aHrMOTEH3UHY.

Bnepsble 310 3a60neBaHMe Oblno onucaHo J. Barder u coasT.
B 1992 r. [4].

M3yyeHne naToreHeTMYecKMX acnekToB 3TOro 3abonesaHus
Nno3BONWMO PALY aBTOpPOB (4, 6] BbICKa3aTb MHEHWe, YTO AaHHbIN
CUHOPOM CBfA3aH C ayTOCOMHO-PCLIECCNBHbLIM Hac/eoBaHNEM,
npy KOTOPOM MOXXET OTCYTCTBOBATb YyBCTBUTE/IbHOCTb COCYZOB K
npeccopHOMy aghdeKTy' aHrmoTeHsmnHa Il, Hapylatbcs noveyHas
peabcopbuMs HATPMA W X1opa, YBENMUMBATLCA MOYeYHas Mpo-
LyKuus  npocTarnaHivHa E.  He  MCKIOYEH  nepBUYHbIN
noyeyHbIli AeeKT, BbI3blBalOLMI NOTEPI0 Kaams novkamu, Moo
[IBYCTOPOHHSAA afpeHaNaKTOMUSA MOMIHOCTbI0 He YMeHbLUaeT ru-
nokaivemuy |1|. OfHaKO YCTaHOBWUTb MEPBUYHbIN reHeTU4ec-
KWiA fedhekT He Bcergja BO3MOXKHO.

KnnHndeckre CUMNTOMbI AaHHOTO 3a60/EBaHNs XapakTepu-
3yl0TCa  aguHamueld,  Nonuypuen, NOAUAWMNCUEN,  FOMOBHOW
60/1bI0, MHOTAa PBOTON. ApTepuasbHOe AaBleHue Npyu 3ToM Hop-
Ma/lbHOe NN faXe MOHWKeHHoe. Y [eTell 0TMevaeTcs OTCTaBa-
HMEe YMCTBEHHOMO U (IM3NYecKoro passuTus [6).

MaTom3nonorus KIMHNYECKMX CUMNTOMOB 00YCNOB/eHa -
60 HacneACTBEHHbIM HapyLUeHWEM KaHasbLEeBOW peabcopbuumn
Kanus » BTOPUYHO — HaTpUA BCNeACTBME (DepPMEHTATUBHOIO [Je-
(hekTa CTEHKM KaHanbLEeB, SM60 PE3UCTEHTHOCTLID K/ETOK-MU-
leHell K [OeACTBMIO PEeHUHA, aHrMoTeH3WHa W a/lb[0CTepOHa,
NPOLYKLMA KOTOPbIX HapacTaeT BC/ELACTBME HapyLUEHHOro Mexa-
HM3Ma 0bpaTHOW cBsi3n [6].

B 3apy6exHoli nuTepaType onucaHue JaHHOro CUHApPOMa BC-
TpeyaeTcsa JOBOMIbHO PefKko, B OTeYeCTBEHHOM NnTepatype nofo6-
HOr0 COOGLLEHNA Mbl He HalW. ITOT (hakT ABU/CH OCHOBaHUEM
4na ony6/MKoBaHWs NOAO6HOr0 KAMHWYECKOro CUHAPOMA Y ro-
MO3MIOTHbIX 6/M3HeL0B — 6paTbeB A. u [. 1967 roga poxae-
HYS, KOTOpble HAXOAUNWCL NOJ, HabNAeHVEM B TeUeHue 3 NeT.

3 aHamHe3a M3BECTHO, 4YTO [eTW POAUANCH B acthukcum oT
2-i1 GepemeHHOCTU (1-7 3aKOHUM/ACH BbIKMAbILIEM), NPOTEKaB-
LLeil ¢ TOKCMKO30M W Yrpo30i BbIKWAbILLA BO BTOPOWM MOMOBUHE.
Macca Tena y A. 6bina 2400 r, gnvHa 44 cm, y [I. — COOTBET-
cTBeHHO 2500 r 1 50 cm. C nepBbIX MecsLeB XM3HW Habnopaa-
NoCb OTCTaBaHWe NCMXOMOTOPHOrO PasBUTUSA, UMENUCb Auchen-
CuYeckme sBneHWs, ctomatut. B 15 roga y 6paTbeB OTMeYeHbl
thebpusnbHbIE CYZOPOrKM, Aafiee BO3HWKHOBEHME MPUMALKOB He
CBA3bIBANOCL C runepTepMuein. C 4 neT 3aMeyeHbl HapyLUeHWs
MOXOAKM W TUnepkuHesbl pyK. CTasl CKyAHeTb peyeBOi 3anac u K
7 rofam MabyMKW CTa/M HeMbIMW. Bbin nocTaBneH AnarHos:
[eTCKUiA LepebpanbHblii napanMy B 9-neTHem BO3pacTe AuarHos
Obln cMeHeH Ha nmaunemuto. K 15 rogam 6paTbst ObiIn 06e348U-
XKeHbl 13-3a BblCOYaliLLero ToHyca Mbilil, Yucno manbix v 601b-
WMX MPUNALKOB B [eHb HAaCUWTLIBA/IOCH AECATKaMW, CTeneHb
MCUXMYECKOr0 OTCTaBaHWs — MaMoTma. OTMevasics nporpeccu-
pyHLMIA aTO3HbIN CTOMATUT 1 A3BEHHBIA KOAWUT. MprMeHsemas
¢ 15 neT >KM3HW BCEBO3MOXHas MPOTMBOANMNMENTUYECKas Tepa-
nus Bbina He TONMbKO HE3AP(EKTUBHON, HO Pe3Ko yXyALlana coc-
TOSHME 60MbHbIX. CHWXEHMe Yucna NapoKCM3MOB OTMevanoch Y
[O., korga B 9-neTHeM BO3pacTe Mo NOBOAY abcueanpyroLLel
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MHEBMOHMN eMy MPOM3BOAMIOCH BHYTPVBEHHOE KarnenbHoe BBe-
[leHne (h13M0NorM4YecKoro pacTeopa.

MaTb 60/bHbIX OTMeYasa NoNyputo, 1o AUype3 He U3Mepsn-
€A, KOPPenaumMmn Mexay' KOMMYeCTBOM BbIMUTON W BblAeNEHHON
XKMAKOCTU He NPOoBOAMOCH. YKaxkaa Y 60/bHbIX OTCYTCTBOBANA.

PaHee B NHCTUTYTe mMegmumHCKon reHetukn AMH CCCP u
HWW Hesponormm AMH CCCP y 60/bHbIX GblN UCKIHOYEHDI
HacnefCTBEHHbIE aMMHOALMAONaTUM, AUNNL03bl, NeliKOAUCTPO-
hun, MMMYHOZE(PULUTHBIE COCTOSHWUSA, XPOMOCOMHas MaTono-
rusl, 6onesHr KoHoBasioBa—BubCoHa.

B 18 net a HWI HeBponormn 6Gbif NMOCTaB/EH CMeAyHOLLNIA
[MarHo3: pesvgyasbHble AB/IEHNA PaHHEro OpraHMyeckoro mopa-
XKEHVS TONOBHOTO MO3ra, ONUrotpeHns (CTemneHb WAMOTUW),
MUKpoueganns, NOAMMOPMHBIA  3NUNENTUYECKUA  CUHAPOM.
JKCTpanupammniHblii CUHAPOM.

B Hauvane HabntofeHUs HalMX NauveHToB 6Oblna crefytolas
K/IMHUYECKast KapTuHa: KOXKHble MOKPOBbl CEPO-3eM/IMCTOrO LiBe-
Ta C BbIP&XEHHON CyXOCTbIO M CHWKEHWEM Typropa, CTpuUu Ha
Aroguuax 1 begpax.

ATbl Ha AecHax, A3blke, CAU3UCTON LUEK U Ty6, BblpaXeHHoe
CMIOHOTEYeHMe, Y 060MX YMepeHHas MukpoLedanms, riy6okomno-
CaKEHHbIe rNasa, KPYMnHbIA HOC, NporHatus, “"roTnyeckoe” Hebo,
YONMHEHHAA TPyAHas KeTKa C OCTPbIM 3NuracTpasibHbIM Yr/oMm,
LUMPOKO paccTaBfieHHble COCKM, PEe3KO BblpaXeHa 3KCKasauws
cTon.

HeBponornyeckuii ctatyc npakTUYecKW OLMHAKOB Y 060MX
6patbeB: 06a 06e34BM>KEHbl M3-32 BbLICOKOrO TOHYCa MbIlL,. A.
npebbiBan B NeXavyem MOMOXKeHUN, B "aMbproHanbHo™ nose. [,
6bln cnocobeH nepeaBMraTbCs C MOCTOPOHHEN MOMOLLBH. Peyb
oTcyTcTBOoBana. O6palleHHY0 pedb He MOHWMMaM, WHCTPYKLMK
He BbIMNO/HANMN. 32 MOIOTOYKOM /1a3aMn CNeanan. 3HauMTebHO
NOBbILLEH TOHYC NO 3KCTpanupamngHoOMy TUMY B MbILLAX PyK
Hor (6onblle B crubatensx). MoOMHOCTbIO pa3orHyTb PykW W HO-
M He ygaetca. CyxoxunbHble pediekCbl paBHble ¢ 06enx CTo-
POH, CpefHe XMBOCTU. MaToNorMyecknx pediekcoB Her.

Y 0060UX TUNEPKMHE3bl, Yepeayrolwmecs ¢ MenKoamnanTya-
HbIM ApOXKaHueM pyK. 3a CYTKM YWC/IO NapoKcM3MOB (abcaHCoB)
[LOXOAWT [0 HECKONbKUX AECATKOB C MOMMMOPKHOA KapTUHOW
npurnagKos.

Comatunyeckn 6e3 BbISBNSEMOW MATONOrMU, KPOMe YMOPHbIX
3anopos, A/l B npesenax HopMbl.

PeHTreHorpaMma 4epena: NAOCKUMA (PPOHTa/bHbIA Funepoc-
T03. [MnepnveBMOTMU3aLMA Nasyx OCHOBaHUA. TypeLiKoe Ceano
MasbIX pa3MepoB, UHMAHTUIbHOIO TUMa.

13 nonyyeHHbIX pe3ynbTaToB 06cnefoBaHns B8 MOM AMH
CCCP (C.-MeTepbypr) mMbl 06paTviM BHUMaHME Ha MOBbILLEH-
HbI YpOBeHb remaTokpuTHOro umcna (A. 68%, . 63%) 1 Bbico-
Kne KONMNYECTBO B KPOBM 3PUTPOLMTOB W COLEPXKaHWe remornio-
61Ha, 4TO CBMAETENbCTBOBA/IO O MOBbILLEHHOW BA3KOCTU KPOBY.

Bblnv OrMeHeHbl MPOTMBO3ANWNENTUYECKUC Npenapatbl (4n-
NaHTWH, (heHobapbuTan), Avakapd U Ha3HayeHO BHYTPUBEHHOE
KanenbHOe B/MBaHWe (M3MoNornyeckoro pacteopa ¢ 50 [0
400 mn B cyTkW. Mocne 6 BAMBaHWA y 60NbHBIX OTMeYeHb! Cru
YKeHWe yucna Napokcu3MoB Ao 1—2 B aeHb (abcaHcbl), HopManm
3aMmns COCTOSHWS CNIM3UCTOW W PerynspHoCTy CTyna, HameTunach
TEHAEHLMA K CHUDKEHUIO TOHYCa MbILL, W PacLUUPEHNIO [Bura-
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