Mpatmkn pocTta, NpefcTaBfieHHble Ha puc. 6, ge-
MOHCTPUPYIOT POCTCTUMYNMPYOLWMIA athdekT Hopam-
TponuH CUMMEKC Yy AeTel ¢ pas/IMyHbIMKU hopmamm
rMNonNnTYynTapu3mMa, BK/IKOYas naumeHTKy 9,5 net ¢
n3onunposaHHbIM geumumtom CTI (NpmbaBka pocTa
28,2 cM 3a 21 Mec NneyeHus), nauueHTKy 8 neTt c Je-
duymtom CTI/TTE (npmbaBka pocta 20,4 cm 3a 21
Mec JiledyeHus) M nauueHTKy B Bo3pacte 11,9 roga c
cnHgpomom e Mopcebe (nNpubaska pocTa 25,1 ¢m 3a 21
MecC fleyeHus).

Ha coHe neuveHns HopguTtpornvH CuMniekc Ha-
61oaeTca 4OCTOBEPHOE MOBbILLEHME YPOBHe VP®-1
(puc. 7) 1 MP®-CB3 (puc. 8) B KpOBW Y feTel C co-
MaTOTPOMHOM HeAOCTATOYHOCTbIO, YUTO OTPadkaeT 6umo-
fiornyeckme seKTbl 3K30reHHO BBOAMMOrO ropMoHa
pocTa Ha ypOBHe OpraHOB-MULLIEHE.

Mo6ouHble a(hheKTbl B NpoLecce fieYeHUs ropmMo-
HOM pocTa umenn mecto y 5 geTeil. OHWM BK/IOYaIN B
cebs OTe4yHOCTb BeEK MO yTpam, rnaBHbIM 06pa3om B
nepsble Hefenu nedyeHns (3 nauweHTa), nepuoguye-
CKYHO rO/1I0BHY0 60/1b (3 naumeHTa) v Nepnoanyeckyro
60/1b B HOrax (1 naumeHTKa). [aHHble ABIEHUS Gbian
NpexofAaLn 1 CyLLECTBEHHO HE OTPaXKa/IMCb Ha 06LLEM
COCTOAAHUM MauUNeHTOB.

BbiBOAbI

1. HoBas >»kupgkasa opma pekoMOUMHaHTHOro rop-
MOHa pocTa d4enoseka "HopautponuH Cumnnekc"
5 mr/10 mr (Morénropt 51tpleXx, "Hoso Hopauck",
[AaHuns), ncrionblyeman B wNpuu-pyyke HopaulleH
5/10, paeT BbICOKUI POCTCTUMYNUPYOWWIA 3DGeEKT y

¢+ 3AMETKWN N3 MPAKTUKW

C KOJNJIEKTVB ABTOPOB. 2003
YK 618.1-007-03«.!
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[leTeil 1 NOAPOCTKOB C COMATOTPOMHOM HefoCTaTOuHO-
CTblO.

2. HopauTtponuH Cumnnekc saBnseTcs 6e30nacHbIM
npenapaToM ropmMoHa pocTa, He JalOLMM Cepbe3HbIX
NO60OYHbIX 3PEKTOB.

3. MpenmyLLecTBa XXMUAKOM (hOPMbl FOPMOHA poCTa
"HopgutponuH CumMnaekc" n cuctemsl A4 ero Beeje-
Hust HopaulleH nepes NnocmnnsmMpoBaHHOM (hopmoii
"HopgutponuH MeHCeT" n wnpuy-pyyvkoii Hopauna-
YKEKT BKJIOYAKOT B CebA OTCYTCTBME HeobXoaMMOCTH
npouenypbl cMmewlvBaHna HopgutpornuH CumMnnekc,
VCKMOUYNTENBHO NErKYHO 3amMeHy KapTpuaxka, 3Hauu-
Te/IbHYt0 3KOHOMWIO BPEMEHW MpU 3aMeHe KapTpuaKa,
NPOCTOTY M YAOBCTBO UCMOMb30BaHUS LUMPULL-PYYKU
HopaulleH B LenioM, BKIKOYaa YCTaHOBKY [03bl U NHb-
eKLMN, BO3MOXHOCTb Pefo3npoBaHus.

JINTEPATYPA

1. Birnbaum S., Andersen S., Taagegaard B. et al. // Horm. Res.
— 2002. — Vol. 58. — Suppl. 2. — P. P2-372, 106.

2. Bristow A. F., Schulster D., Jeffcoate S. L. // Pharmaeuropa. —
1994, — Vol. 6. — P. 60-67.

3. Hansen B. L., Andersen A. H. // Growth Horm. IGF Res. —
2000. — Vol. 10. — P. 160.

4. Muller J., Skakkebaek N. E., Jacobsen B B et al. // Horm.
Res. — 1999. — Vol. 51. — Suppl. 3. — P. 109-112.

5. Norditropun Simplex. Product Monograph. — Novo Nordisk
A/S, Bagsvaerd, 1999.

6. Smilh S. L., Hindmarsch P. C., Brook C. G. D. // Arch. Dis.
Childh. — 1993. — Vol. 68. — P. 91-93.

7. Stanhope R., Buchanan C., Butler G. et al. // J. Pediatr. Endo-
crinol. Metab. — 2001. — Vol. 14, N 6. — P. 735-740.

Moctynuna 10.01.03

1. K. O3epaHoBa, W. C. fAposasa, H. W. Cepreesa, [. A. depkay, E. . Maposa
HAPYLLIEH/A MOJ/I0BOV AN DEPEHLIMIPOBKU

OHOOKPUHOMOTUYECKUI Hay4HbIl LeHTp (amp. — akag. PAMH W. WN. fepos) PAMH, Mocksa

HapyLueHna nonosoi anddepeHLPoBKN — OYeHb YacTas npu-
YnMHa nepsBuYHOl ameHopen. MPOABAEHUS UX MOTYT ObiTb pasIny-
HbIMK, heHOTMN 60JIbHLIX Ype3BblualiHo pa3HoobpaseH. JocTarou-
HO 4acTo HapylleHve nonoBol AndhepeHLMPOBKN NPOosBASETCA
(aHOmManun pas3BuTVS NOMOBLIX OPraHoB, COMAaTUYeckue MNOPOKM
pasBuTUS) yxe nNpu poxaeHnn. OfHaKO CyLLEeCTBYIOT BapuaHTbl 3TO-
ro 3aboneBaHusi, korga non pebeHka He BbI3blBaeT COMHeHW ("ymc-
Tan” areHe3us roHag, CUHAPOM TeCTUKYNAPHON heMruHM3aLum, non-
Has dopma) M AOMnonHUTeNbHble 06CnefoBaHUA He NpPOBOAATCS.
OTM NoAAM NPUCBaMBAIOT >XEHCKUIA Non, pe6GeHOK HOpPMaslbHO
pacTeT ¥ pa3BMBaeTCA, M TOMbKO K Havyany nybeprara nosiBNSOTCA
nepBble Xanobbl.

HecmoTpsi Ha pasnunyHble BapuaHTbl 3abonieBaHusi, Xanobbl
60/IbHbIX CBOAATCS K ameHopee (MepBUYHOIA), 6ecnioanto, 4acTo K
3a7iepxke NosoBOro pasBuTUs, OTCYTCTBUIO MOIOBOrO OBO/IOCEHNS.

[ina apekBaTHOrO BefeHUs GOMBbHOTO, MVHUMAa/IbHOTO BO3AEN-
CTBYVS HA KAYECTBO €ro XU3HW, a Takke A4/ AabHelilero nporHosa
BakHO MPaBU/IbHO ONpeAennTb BapuaHT HapyLleHUs NonoBoi and-
hepeHUMpoBKU

YacTo BCTpevatoLleiica hopmoii HapyLueHuss nonosoii audpcpe-
PEHLMPOBKM ABNSETCA CUHAPOM TECTUKYIAPHOW themmnHmnzaumn. Mo
4yacToTe MPUYMH NEPBUYHON amMeHOpPen OH HaxXoAWTCA Ha TpeTbem

MecTe nocne AuUCcreHesnn roHag 1 cuHgpoma PokuTtaHckoro—Kroc-
Tepa—Maiiepa. Ero pacnpoctpaHeHHOCTb cocTaBnsieT 1:20 000.

MpusoavM HabnoaeHus.

BonbHaa X., 49 net, obpatunack 8 HL, PAMH c xano6amu
Ha OTCYTCTBME MEHCTpyauuii ¢ MOMeHTa nybeprara, Cyfoporu B
MbILUL@X HOT, PYK; OTEYHOCTb rofieHeli; 601 B KOCTSAX; 06LLyt0 cna-
60CTb; ron0BHbIE 60U, Tynble, MPOAO/HKUTESNIbHBIE, NIOKAIN30BaH-
Hble B JIOGHO-TEMEHHOI 061acTu; NPUCTYNbl PE3Koro KonebaHus
All, conpoBoxgatoLLmecs rofoBHON 60/bt0, CUIbHLIM 03HOOOM, Me-
pebosimn B 06nactu cepaua.

3 aHamHe3a >XU3HW: pogunack oT 3-i1 6epemeHHOCTM, Macca
Tena Npy poXxzaeHun okosio 3 Kr. Pocna n passusaiacb HOPMasibHO,
B fleTCTBe Oblna KpyrnHee 2 CBOMX cTapLumx cectep. [epeHeceHHble
3a60n1eBaHua: AeTckue MHAeKLUK, YacTble aHrMHbl, OPBU. B 1987 r.
6blna rocnMTasIM3npoBaHa C xanobamu Ha TOLUHOTY, OAbILLKY, MO-
TEpo CO3HaHWA, BO3HMKLLME Noc/e TpaBMbl OPIOLLIHOM nonocTu. Bo
BpeMsi 06CnefioBaHNA OblfI0 BbISBIEHO W3MEHEHMEe MeYvYeHOYHbIX
npo6, HO fleyeHre He npoBoanaock. B 1989 r. B LieHTpasnibHoM HAN
racTpo3HTEPOIOrUK 6blS1 NMOCTaB/EH AMarHO3 XPOHMYECKOro rena-
TMTa, ¢ 1995 r. — uMppo3a neyvyeHn HesCHOro reHesa. C ceHTAGPS
1999 r. oTMeYanoch 7 peLnanBoB POXMCTOrO BOCMasIeHNs JIEBOI ro-
neHn. HacnefAcTBEHHOCTb: y 2 cectep — WHMhaHTWIbHAA MaTka; y
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CTapLUein cecTpbl — BPOX/EHHbI NOPOK cepaua, ymepna B MOIOL0M
BO3pacTe.

Vctopus 3abonesaHus: ¢ 15 net 60sbHas obpatlianach K Bpadam
no noBoAdy OTCYTCTBMS MeHCTpyauuii, NoaoBoro oBosioceHns. O6-
CrnefoBaHusi He MPOBOAW/IW, NleYeHVe He HasHadanu. B 18 net —
onepauusi No NoBoAy NpPaBOCTOPOHHEN "6efpeHHOI rpbixun”. B 1992
r. — onepauusi No NoBoJY /IEBOCTOPOHHEW "6efpeHHON rpbixu". B
1993 r. npu ambynatopHoMm 06CnefoBaHWN BbISIBNEHO creaylolee:
kapuoTtun 46.XY, Teney, bappa He 06HapYyXeHO; Ha KOMMbITEPHOIA
TOMOrpamMme Masioro Tasa — OTCYTCTBME MaTKu W Mpuaartkos. bbin
noctassfieH guarHos: cuHgpom Moppuca. C 1993 1. K 3HOOKPUHO-
noram 60nbHaa He obpallanach.

O6bLEKTUBHO: COCTOSIHME cpefHell TaxecTu. Co3HaHue SACHOoe.
Poct 167 cm, macca Tena 98 Kr. TenocroxeHue rmnepcreHnyeckoe.
MopkoxHasa Xuposas Knetyatka pacnpefiefieHa paBHoMepHo. de-
HOTUMN XEHCKNI. Koxa 6negHas, unctas, napaopbutanbHas runep-
NUrMeHTaLus, MHOXECTBEHHbIE remMaTOMbl, eAVHUYHbIE TesleaHru-
3KTasuu, najbmapHas sputeMa. Bugumble cnmsuctble 060/104KK
6neaHble. OTEYHOCTb roneHei. [bixaHne Be3ukynsapHoe, ocnabneH-
HOe, XpUnoB HeT. TOHbI cepaua NpUrayLLeHsbl, WymMoB HeT. AL, 140/
90 MM pT. cT. NMynbc (M YCC) 76 B MUHYTY, PUTMUYHBINA, cnaboro
HanosiHeHus. OpraHbl NULEBAPeHns: A3bIK NyCTO 06/10XeH 6esibiM
HaneTom. YXXVBOT yBe/IMYeH 3a cHeT NOAKOXHOW XXMPOBOW kieTyar-
K1, 3HaYMTesIbHO 60Me3HeH Mpu nasbnauuv B BEpPXHUX oTaenax. B
neyeHn nasibNUpyeTcs ysenumueHHas npasas gons. CeneseHka pesko
yBenmyeHa B pasmepax (23 x 7 cM), nsoTHas, GonesHeHHas npu
nanbnauyuyi. Cuctema MoYeBbILENEHNS: AN3YPUYECKMX SABMEHNIA HET
CuMNTOM MOKO/auMBaHuUA oTpuuaresnied ¢ 06enx CTopoH. LLuTo-
BUAHAA Xenesa nasbnaTopHO He yBesnyeHa, NofBuKHa.

MHEeKOMornyYecknin cTaTyc: MOMIOYHbIE Xenesbl Markme, 6e360-
Nle3HEeHHbIe, XOPOLUO pa3BuTbl. BbigeneHnit n3 cockoB HeT. Monosoe
0BOJIOCEHVE OTCYTCTBYET, OBO/IOCEHME Ha pyKax U Horax OYeHb cna-
60e. Knutop >eHckuii. P. V. — Bnaranuiie cfeno okaHuymBaeTcs.
MaTka B MasioM Ta3dy OTCyTCTBYET.

FopmoHasibHbIA aHanu3 kposu: TTI 2,3 MEa/n (Hopma 0,25—
3,5 MEa/n), NI 11,9 Eg/n (Hopma 3,0—12,0 Ea/n), ®CI 3,3 Eg/n
(Hopma 1,6—6,6 Epa/n), TectocTepoH 15,3 HMonb/n (Hopma 0,8—2,7
HMOJL/N ANS XKEHLWMH 1 13,0—33,0 HMOL/N AN MYXXUVH).

OKI: puTM CUHYCOBbIN, npaBubHblli, YCC 76 B MUHyTYy. OT-
K/IOHEHWE 3N1EeKTPUYECKO OCK cepALa BeBO.

Y3 rpbbkeBOro Mellka CneBa: B HVDKHEl TpeTu JIeBoro naxo-
BOrO KaHana B IPbDKEBOM MeLLKe onpeesnsieTcsi TECTUKY/1 pasMepom
3,0 x 2.9 x 1,6 cM, HEOAHOPOAHOW CTPYKTYPbl, CPeAHEl 3XOreHHO-
CTU C TMNEepP3IXOreHHbIM BK/IHOYEHNEM.

[leHcuToMeTpua: NPOKCUMasIbHbIA 0TAen OGefpeHHON KocTu —
naTonorun He BbISIBNEHO. MOACHUYHbBIVA OTAeN NO3BOHOYHMKA — Bbl-
paxkeHHast OCTeOoneHus, Ha4yasbHbI OcTeonopo3 B obnactm b,—b,,.

KnvHuyecknii amarHo3: CUHAPOM TeCTUKYNSAPHON dhemMuHu3a-
LN, nonHaa gopma; HauyasbHbI 0CTEONOPO3 NMOSACHUYHOrO OTAeNa
NO3BOHOYHVKA; LMPPO3 MEYEHN BUPYCHON 3TUOMNOTUN YMEPEHHO
aKTUBHOCTW; MopTasibHas MNepTeH3ns: BapUKO3HOEe paclunpeHune
BEH MULLEBOAA; CT/IEHOMETa/INA C ABMIEHUAMU TUNepcrnieHnsma; ne-
YeHoYHas HefoCTaTOYHOCTb.

BonbHOI NokasaHo onepaTtvBHOe yAaseHre TecTukyna ¢ nocne-
AOyloLeit 3amecTuTeNbHON Tepanveli acTporeHamn. OfHaKo, NMPUHK-
Mas BO BHMMaHue COnyTCTBYylOLLMe 3aboneBaHusi, OT onepauun pe-
LLIEHO BO3/epXaTbCcsl.

B 3aBMCMMOCTU OT BbIPaXEHHOCTN MAacCKy/IMHU3MPYIOLLLEro a-
dhekTa pas3iMyaroT NOJIHYH N HEMOJTHYH hOPMbI TECTUKYIAPHON the-
MUHM3auun. MonHas opma xapakTepusyeTcsi BblpaXkeHHON themu-
HM3aumen heHoTnNa B nybeprare, XXEHCKUM CTPOEHVEM HapyXHbIX
reHUTaIniA, OTCYTCTBMEM MOJIOBOrO OBO/IOCEHUSA. HenonHas copma
XapakTepusyeTcs HefoCTaTOYHbIM Pas3BUTUEM MOJIOYHLIX Xefle3 B
nybepraTHOM Nepuoje, UHTePCCKCYaslbHbIM TE/IOC/IOXKEHMEM, MOJI0-
BbIM OBOJIOCEHMEM OT XEHCKOro [0 MY>XCKOro tuna. MoxeT npu-
CYTCTBOBaTb He3HauuTesIbHass MacKy/IMHU3aUUA HapyXHbIX reHuTa-
nwii. ToHagabl NpeAcTaBneHbl aHaTOMUYECKN NpaBubHO cchopMUpo-
BaHHbIMU TECTUKy/1aMu, KOTOPble MOMYT pacronaratbCs Kak WHTpa-,
Tak 1 aKcTpaabAoMyHanbHO (B 60/bLUMX MOMOBbIX ry6ax, no xomy
naxoBblX W 6efpeHHbIX KaHasioB). BHYTPEeHHWe reHutanuu npepg-
CTaB/IeHbl KOPOTKUM C/IeNno 3akaHuyuBaloLWMMCS BRarasmem; mart-
Ka, ANYHUKM 1N MaTOYHble TPyObl OTCYTCTBYHOT [9].

B natoreHese nosiHOM (hOpMbl TECTUKYNAPHOW heMuHn3aumm
BaXXHOE MECTO 3aHVMatoT HeuyyBCTBUTE/IbHOCTb TKaHel K aHapore-
HaMm U BbICOKast YyBCTBUTE/IbHOCTb K 3CcTporeHam [1]; HecMoTps Ha
OTCYTCTBME ANYHUKOB, YpoBeHb JIIT HaxoauTca B npefenax HOPMbI.
OTO TaKke MNoATBEPXAAaeTCA TeM, YTO MPU yJasleHun An4vek nauu-
€HTbl HaYMHAaIOT OLLYLLATh NPU3HAaKM 3CTPOreHHOW HegoCTaToYHO-
CTU BM/OTb A0 NPWIMBOB Xapa, HegepxaHua Moun u T. 4. [2].

MonekynspHo-reHeTu4ecKne nccnefoBaHns BbIABUAM MyTaLuio
B feHe peLienTopa aHAporeHos, /I0Ka/IM30BaHHOM B o6nactn Xcer-
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Xq 13, oTHOCALWENCS K FOMOIOTMYHbIM NOCNef0BaTe/IbHOCTAM XpO-
MocoM yenoseka X u Y. CuuTaetcs, 4TO 3aboneBaHne nepejaercs
Kak CLEeMNMIEHHbI C XpOMOCOMOW X peLeccuBHbIi npusHak [8].

Y paHHol 60nbHOV Mbl HA6MKOAAEM pa3BKTME OCTeOorNopo3a B No-
SICHNYHOM O0TAene No3BOHOYHUKa (T-kpuTepuin B LH — 3,2). OtoT
(haKT JOCTATOYHO HEOOblYeH, eC/M MPUHATL BO BHUMaHWE ee BO3-
pacT, NOBbILLEHHY Maccy Tena, HopMasibHbI ypoBeHb ®CI 1 /1T,
Ee conyTcTBytollve 3abonesaHus He OO/DKHbl BbI3blBaTb passBuUTHE
ocTeornopo3a. Bo3MOXHO, ero BO3HMKHOBEHME CBA3AHO C OTCYTCT-
B/EM aHabO/IMYEeCKOro AeliCTBMS aHPOreHoB Ha KOCTHYH TkaHb [6].

bonee yacTbiM BapuaHTOM HapyLleHWs NosoBoi auddepeHLm-
POBKM iBNsieTCA AncreHesuns roHag. Mo gaHHbIM E. B. YBapoBolii, ee
pacnpocTpaHeHHOCTb cocTasnseT 1:2500, no 6osee paHHUM JaHHbIM
(1989 r. — 1:100 000). 3TOT pasbpoC MOXHO OOBACHUTL COBEPLLEH-
CTBOBAHVWEM METOO0B [MarHoCTUKU, a Takke Tem, 4To E B. YBaposa
BK/ItOYAET B 3TO YMC/IO W BOJIbHBIX C CMHApPOMOM LllepelueBckoro—
TepHepa.

BonbHaa ®.,21 rog, obpatunacs B SHLL PAMH c xanobamu
Ha OTCYTCTBME MEHCTpyauuii; HegopasBUTOCTb MOJIOYUHBIX XENes;
NosiB/IEHVE BOJOC Haf, BEPXHEW ry6oi; U3BbITOUHbIA POCT BOMOC Ha
Horax 1 pykax; rosoHble 6011 B 06/1aCTh 3aTbl/iKa, BO3HUKaOLL e
npu nosbiweHun AL (o 150—160/90 mm pT. CT., nHorgano 190/100
MM PT. CT.); NOCTOSAMHbIE Tynble 60/ B 0651acTn 11—IV NOACHUYHbIX
NO3BOHKOB, YCW/IMBAKOLMECS NPV NoLbeMe TSXEeCTei.

3 aHamHes3a XU3HW: pogunacb OT 1-i 6epeMeHHOCTH, BbIKU-
[bllIeil B aHamMHe3e y matepu He 6bl10. Pocna v passuBanacb HOp-
MasibHO. lMepeHeceHHble 3ab0/1eBaHNs: THOWHbIN NneBput (B 9 neT),
4acTble aHrMHbl, XPOHUYECKNIA TOH3WMIUT, XPOHWYECKUA nueno-
HedpuT, onyLueHne neBoii Noykn. CemeliHblii aHaMHe3 He OTAro-
LLIEH.

Victopus 3abonesaHusi: ¢ 14 net (1992 r.) 6onbHaa obpalyanacb
K Bpayam Mo noBoAy OTCYTCTBUSI MEHCTpyauuid, OTCYyTCTBMS pocTa
MOJIOYHbIX Xenes. [lo 18 net Tepanuu He nonyyana. C 18 net npu-
HUMana nepopasibHble TOPMOHasIbHble Mpenapartbl: TPUSUCTOH (6
mMec), MukpodonnnH (3 mec, no | Tabnetke 21 AeHbe nepepbiBoM 7
[OHell), pureBuaoH (2 mec; no 1/2 Tabnetkm 21 neHbe nepepbiBoM 7
[OHell), arecTpeHon + BuTaMuH E (4 mec no | Tabnetke ¢ 16-ro no
25-i1 peHb umkna). MNpekpatuna npuem npenapartoB B utoHe 2000 T.
Ha ¢hoHe npumeHeHus npenapaToB BO3HUKaIM MEHCTpyaslbHOMo-
[06Hble KPOBOTEYEHUS, KOTOpble Mpekpalla/incb nocsie OTMEHbI
npenapatoB. C 1998 r. Ha (hOHe rOPMOHasIbHOW Tepanuy Havasics
poCT BO/IOC B MOAMbILLEYHbIX BrafnHax, HECKOsIbKO YBesnMyuics
pasmep MOJIOYHbIX Xeres.

Mo mecTy xuTenbcTBa Obl NPOBEAEH TOPMOHa/IbHbIA aHan3
KpoBM (Ha hoHe npuema actporeHos): ®CIT 12,2 Ea/n (Hopma 1,6—
6,6 Epn/n), NT 6,7 Ea/n (Hopma 3,0—12,0 En/n), nponaktuH 234,8
MEZ/n (Hopma 90—540 mMEA/n).

Y3W opraHoB masioro Tasa (despasib 1999 r.) no MecTy XuTenb-
cTBa: MO MHEHMVIO Bpaya, OMpejesslTCa Matka pasMepom
23 x 35 x 18 cM 1 AWYHMKM (?) — npaBblii ANYHUK pa3mMepoM
24 x 12 x 2,3 cm, 6e3 0COBEHHOCTEl, NeBbIN ANYHUK pa3mMepoM
2,4x 1,4 x 2,4 cm, 6e3 0cO6eHHOCTe. 3ak/oueHne: reHuTabHbIi
VNHhaHTUIN3M.

O6GBEKTVBHO: COCTOSIHME Y[I0B/IETBOPUTENIBHOE; CO3HAHWe sc-
Hoe; pocT 179 cm, macca Tena 58 Kr; TefIoC/I0KeHNe acTeHNYeckoe,
NOAKOXHAsA XMpoBas KneTyatka passuTa cnabo, pacnpefeneHa pas-
HOMEPHO; (DEHOTUN XXEHCKMIA; KOXa uncTtas, 06bIYHOW OKpacku, ak-
He HeT: BUAMMblEe CNN3UCTble 060MOUKM PO30BblE; OTEKOB, MacTo3-
HOCTW HET; NMMdaTnyeckme y3sbl He YBE/IMYEHbl; KOCTHO-MbILLEY-
Hasa cucTema 6e3 BuAVMbIX fedhopmauuii. OpraHbl AblXaHWs: Nepky-
TOPHO 3BYK SICHbIN, rpaHuLbl NErkux B npefenax BO3pacTHOW HOp-
Mbl; [bIXaHWe Be3WKy/spHOe, XPUMOoB HeT.

OpraHbl KpoBOObpallleHVs: 061acTb ceplua BU3yaslbHO He U3-
MeHeHa. [paHuLbl OTHOCUTENIbHOW CepaeyHoi TynocTu B npegenax
BO3PaCTHOW HOPMbI. AYCKY/IbTATUBHO: TOHbl SICHble, PUTMUYHbIE,
LymoB HeT. ALl 120/80 MM pT. CT., nynbc 70 B MUHYTY, PUTMUYHBIA,
YA0B/IETBOPUTE/IBHOTO HanosiHeHns. OpraHbl NuleBapeHust: auc-
nerncuyecknx SBNEHN HeT, anneTUT HOPMaUsTbHbINA, A3bIK BI&XKHBIN,
y KOpHS 06/10)XeH 6efbiM HanieToM. XXUBOT MSrkuiA, 6e3601e3HeH-
HbI Npu nanbnauumn. MeyeHb y kpas pebepHoit ayrn. Cuctema mo-
YeBblgeNeHns: AN3yprUYecknxX SBNEeHNA HeT, CUMNTOM MoKo/avmBa-
HMA OoTpuLUaTenbHbI ¢ 06enx CTOpoH. LUuToBuaHas xenesa nanb-
NnaTopHO He yBesiMyeHa, CUMMNTOMOB HapyLleHUs OYHKLNUN HeT.

'MHekonornyecknii cTatyc: MOJIOYHbIE Xenesbl Markme, 6e360-
Nle3HeHHble npy nanbnauuu, passutel cnabo (0—I crenexb). Boige-
NeHnn 3 cockoB HeT. OBOMOCEHME MO XeHckomy Tuny (LU cre-
neHb). HapyxHble MosioBble opraHbl pasBuTbl NpasusibHO. Knutop
HOpMasibHbIX pa3mepos. Virgo. Per rectum: pasmepbl mMaTtky COOT-
BETCTBYIOT pasMepam Hauana nybeprara, npuaaTki He onpegens-
toTCs.



[laHHble [0MNOMHUTENbHLIX UCCNefoBaHWA: KAMHUYECKNA aHa-
N3 KpoBM 6e3 0CO6EHHOCTEN, 06LLMIA aHa/IM3 MOYM 6e3 0COBEHHO-
cTel.

FopMoHbI KpoBY (6€3 npuema ropmMoHasibHbIX npenaparos): J1I
44,9 Ep/n (Hopma 3,0—12,0 Eg/n), ®CI 48,0 Ea/n (Hopma 1,6—6,6
En/n), nponaktunH 221 MEa/n (Hopma 90—540 MEf/n), TecTocTEpoH
1,8 HMonb/n (Hopma 0,8—2,7 HMONb/N).

leHeTuyecknii aHanus: kapuotun 46,XY.

Y3W opraHoB Masioro Tasa: marka B anteversio, pasMepom
4,0 x 2,8 x 2,0 cm, gnvHa weiikn 1,8 cm. T10THOCTL He pacluvpe-
Ha, OTpaKeHune OT CPeAVHHbIX CTPYKTYp cnaboe. [oHafbl He BU3ya-
nu3npytoTes. MaTtonornyecknx 06beMHbIX 06pa3oBaHWii B NOIOCTH
MaTKWU He BbISIB/IEHO. 3ak/toYeHne: MaTka COOTBETCTBYeT BO3pacTy
10—11 ner.

PeHTreHorpacms yepena: CTpykTypa KocTeli He n3MeHeHa. ®op-
Ma 1 pa3Mepbl TYpeLKoro cefia 06blyHble. o3aau CnuHKK cepna —
06bI3BeCTB/IEHWE TBEPAO/ MO3roBO 060/104KM. Ma3yxa OCHOBHOA
KOCTW runeprnHeBMaTu3viposaHa.

KnuHnuyeckuii amarHos: "umctas” areHesus roHaf; CUHAPOM
Caaliepa.

Mog 06LWyM HapKo3oM 60/bHOI Gblia NPoM3BeeHa Nanapocko-
nuyeckas onepauus — ABYCTOPOHHASA roHagakToMus. Mocneonepa-
LMOHHbIA nepuos npoTekan 6e3 OCNOXHEHWI. PesynbTartbl rMcTo-
NIOrMYEeCcKoro aHanmsa yasieHHbIX CTPEKOB: COefUHUTETbHOTKaHHbIE
TSHXKU C OBapuanonofo6Holi CTPOMOIA.

Ha 3-li geHb nocne onepaumu 6onbHas Gbina BbiNnMcaHa ¢ peko-
MeHJauMAaMN NPUHUMATL 3CTPOreH-rectareHHble npenapartbl ¢ 5-ro
no 25-i aeHb Umkna.

[na aToro 3abosieBaHNA xapakTepHbl OTCYTCTBME roHag, (Ha ux
MecTe 0BHapyXMBaKTCA COEAVHUTE/IbHOTKAHHbIE TSXKU — CTPEeKu),
VNH(AHTW/IbHbIE MaTKa W Bnaravile, oTCyTCTBUE PasBUTUSt BTOPUY-
HbIX MOMIOBLIX NPU3HAKOB U MEHCTpyauuii, nepeuyHoe becnnoaue,
kapuotun 46.XY, pexe — 46,XX, Mo3an4yHble BapuaHTbl. B nocnesa-
Hee Bpems 60/iblLOe 3HaYeHVe B naTtoreHese 3abosieBaHusa npugaot
reHy SRY (sex determining region — onpegenstoLwuii Noa y4acTok).
OH OTBETCTBEH 3a pas3BUTUE ANYEK W, CnefoBaTesibHO, 338 MacKy/n-
Husaumio eHotuna. OAHaKo ero mMyTauun OnpejensitoTcs He BO
BCeX C/yyasix, ! reHeTnyeckoe uccrefoBaHne MOXeT UCMNosb30BaTb-
csl TOSIbKO A/19 60/1ee AeTaslbHOro aHasimsa 3TMosorMm 3aboneBaHus
[1, 10].

B AaHHOM cnyyae HETUMUYHO HasIMume rMpeyTnsmMa, OfHaKo 1o
MOXHO 0O6BACHUTL NPUMEHEeHVEeM nepopasibHbIX KOHTpaLEenTuBOB,
cofiepxaLlyx 1eBOHOPrecTpesi, nporectared ¢ BblpaXKeHHbIMU aHj-
poreHHbIMK cBoiicTBaMu [7].

Hamu npepgctasneHsl 2 ciyyast, Mpu KOTOPbIX CYLLECTBEHHO pas-
NMYaeTcsa KMHUYeckas kapTuHa. Y 60/bHON X. — BblpaXKeHHbIN
XKEHCKUI heHoTun, OTCYTCTBME MOSIOBOrO OBOSIOCEHUS U OBOJIOCE-
HMA Ha pykax W Horax, y 60/bHOl ®. — eBHyXOWHOe Tenocroxe-
HVe, OCTaTOYHO pas3BUTOE NOSIOBOE OBOJIOCEHME, N3ObITOYHBIA pocT
BOJIOC Ha pykax u Horax. OgHako xanoba y Hux obLias — oTCyTCT-
B/E MeHCTpyauuii. MprynHbI, Bbi3BaBLUME ee, pa3/inyHbl. MoaTomy,
XOT$ 06LLVe NPUHLMMBI IeYeHNs CXOHbI, MPOrHO3 TaKXke pas/inyeH.

JleyeHne cBOAUTCA K yAa/IEHUIO FOHaZ WM CTPEKOB B Cryvae
[OVICTEHEe3NN TOHAaf, U Ha3HaYeHWo 3aMecTUTENbHOW FOPMOHaIbHOW
Tepanuu.

B cnyvyae gucreHesny roHag, oTCyTCTBUE 3aMecTUTEsbHONW rop-
MOHa/1bHOW Tepanun He3aBWCUMO OT Ha/lMynsi CTPEKOB MOXET Mo-
B/lIeYb 3a CO6OI 3afepXKy NOMOBOrO PasBUTUS, YTO 3aTPyAHWUT CO-
umanbHyto agantaumio 60nbHON. JanTensHoe oTCyTCTBME 3aMecTu-
TeNbHOW rOpPMOHasIbHON Tepanuu Takke MOXET Bbl3BaTb NOTEPH0 KO-
CTHOWM Macchl U pa3BuTMe ocTeonoposa [6].

JleyeHvie ancreHesnmn roHag NpoBOAAT 3CTPOreH-recTareHHbIMU
npenapatamy. 910 crnocobcTByeT 6onee OGbICTPOMY MOSIOBOMY pas-
BUTUIO [4]. "HaTypanbHble" 3CTporeHbl B aHHOM criydae 6onee agp-
(hekTnBHbI, Yem "cuHTeTuveckue". bonee TOro, yBennyeHne Ou-
TE/IbHOCTU Mnpuema "CUHTETMYECKMX" 3CTPOreHoB, OCOGEHHO B CO-
CcTaBe KOMOVHMPOBAHHbLIX OpPasibHbIX KOHTpauenTMBOB, Nepef Ha-
3HayeHnem "HaTypasibHbIX" BefeT K 3ame[sIeHnto npoiecca goCTu-
XEHWSA Xenaemblx pe3ynbTaTos. AAMTeNbHOCTb Tepanum — no Kpa-
Hell Mepe Ha BeCb PenpoAyKTVBHbIA nepuod. AAEeKBaTHOCTb UHAU-
BUAYyasibHOro nofbopa Tepanuu cnefyeTt OLeHUTb Yepe3 3 1 6 Mec.
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KoHTponbHoe ob6cnefosaHmne B npouecce A/IMTENbHOTO TOPMOHaUTb-
HOro fleyeHus LenecoobpasHo NpoBoAnuTbL | pa3 B rof. MuHumasib-
HbI KOMMNIeKC 06CneaoBaHNsa AO/MKEH BKIOYAThL B cebst OCMOTP U-
Hekosnora, Y3W masioro tasa, MOJIOYHbIX Xernes, OonpefesieHve B
KpoBW ypoBHA JII n ®CI, Takke crefyeT He ynyckaTb U3 BUay Au-
HaMWKy KOCTHOro Bo3spacta (npu ero oTcTaBaHuu OT KasleHgap-
HOro).

Y 60/bHbIX C TECTUKY/IAPHON heMrHusaumeli Npu Hannyimm Tec-
TUKYN HelenecoobpasHo NpoBefeHne 3aMecTUTeNbHO ropMoHaslb-
Hol Tepanuun. OfHako Tepanusa NO yAalleHUo ToHaj, Heobxoauma,
TaK Kak CylecTByeT peaslbHasi OMacHOCTb WX 03/10KaYeCTB/IEHUS,
KOTOpas ¢ Bo3pacToM yBenuumsaetcs ¢ 6 4o 10% [5]. Cuntaetcs, 4To
VHTPaaboMVHa/IbHO PaCMoIOXEHHbIe TECTUKY bl 60/1ee CKIOHHbI K
ManurHmsaumm. B cea3m ¢ atum ¢ 1967 no 1987 r. nposBogunan ux
BeHTpohukcaumo. OfHAKO KaTaMHecTu4eckne HabnaeHns noka-
3a/M HeaPPEKTMBHOCTb 3TOr0 MeToaa — 13 16 Takux onepauuii B 11
Cryyasx naumeHTam MoToM MpOBOAUAMN TOHAA3KTOMUIO B CBA3W C
Heyfob6CcTBaMy Npu Xofbbe, BblpaXXeHHbIM 60/1eBbIM CUHAPOMOM [5].
Mocne onepaunn 60/bHBIM HEOOXOA4MMa 3aMecTUTe/lbHas ropMo-
Has/lbHas Tepanus, Tak Kak nocse yfaseHus TeCTUKyN y HUX pas3su-
BalOTCA CMMMNTOMbI MOCTKACTPALMOHHOIo cuHapoma |2].

Mpu obcnefoBaHuM NO MOBOAY NEPBUYHOW aMeHOpen reHeTu-
YeCKWin aHann3 AO/MKeH cTaTb PYTUHHBIM METOZOM, NOCKO/IbKY Yac-
TOTa reHeTUYecKUX HapyLleHWin y Takux 60/bHbIX focturaet 40%.
VccneposaHue xe nosioBoro XxpomartuHa He Bcerga foCTarouHO UH-
hopMaTUBHO, Tak Kak OHO He CMOCOBHO AnddepeHLmMpoBaTh pas-
NINYHblEe BapuaHTbl Mo3avumsma [3]. Kpome Toro, npu obpatyeHunm
60/1bHOI C NepBUYHON ameHopeeli Heobxoammo nposecTn Y3W op-
raHoB Masioro Tasa. bosnbHble C TECTUKYNAPHOW dheMnHM3aumeli yac-
TO ObpaLlarTcs K Xupypram rno nosogy "naxosbix” unn "6eapeHHbIX"
rpobk MNopgaHHbiM DHLL PAMH, onepauun rpbbkeceyeHnss B Mo-
nofoM Bo3pacTe 6blNM BbIMOSHEHbI 16 60/1bHLIM, OAHaKO AvarHo3
6b11 NocTaB/IeH TOMLKO B 4 ciyvasx |5|. He aBunacb UcCk/IoYeHnem
1 npejcTasfieHHas 3fecb 60nbHas. Heobxoammo obpalyats BHUMA-
HVe MefULUHCKMX pPabOTHMKOB Ha MOsIB/IEHME BeretatuBHbIX Mpo-
ABMIEHUIA NOCTKACTPaLMOHHOTO CHAPOMA Y 60/bHBIX NOC/e rpbhke-
ceyeHuns".

MporHo3 y nauueHToB ¢ gucreHesuneli roHas 6onee 6naronpus-
TEH, Tak Kak npu AOCTWXEHUW afeKBaTHOro nosioBoro passuTus
BO3MOXHO BO3HVKHOBEHME 6epeMeHHOCTV MyTeM 3KCTpakopro-
pasibHOro OnI0A0TBOPEHMS C MOMOLLIbIO JOHOPCKOW ANLeKIeTku, a
y BO/bHbIX C TECTUKYNIAPHON heMyHM3aLmMeil Takoil BO3MOXHOCTH
HeT.

Takum 06pa3oM, paHHAA AuarHoCTVKa HapyLUeHWA NosoBoi
andchepeHUMpoBKM CNOCOOGCTBYET 60/1ee MOJIHOLLEHHON couuanb-
HOI afanTaumy nauyueHToB.
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