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Cnucok cokpameHniu

AKTI — agpeHOKOPTUKOTPOIHBIN TOPMOH

I'P — ropmon pocra

I'P-PI" — ropmoH pocTa-puinu3uHT TOPMOH

N®OP-1 — uncynuHono1o0Hb1H (hakTop pocra-1
N®P-2 — uncynuHono100HbIH (hakTop pocra-2
NOPCB-3 — uHCYIMHONOI00HBIN (PAKTOp pocTa CBSI3bIBAIOLINN OEI0K-3
KT — xomnbrorepHas Tomorpadus

JII' — MroTEenHU3UPYIOUIHN TOPMOH

MPT — MarHuTHO-pe30HaHCHast ToMoTpadus

OI'TT — opaJibHBI TITIOKO30TOJIEPAHTHBIN TECT
[IITP — mpex1eBpeMEHHOE TT0JIOBOE PA3BUTHE

CK — cunapom Knaiindenrtepa

CTT — coMaTtoTponHbIi TOPMOH

TIIO — TupeonHast nepoKcuaasa

TTI' — TUPEOTPONHBIN TOPMOH

T3 — TpuiloATUPOHUH

OCI' — GonnuKyI0CTUMYIUPYIOLIANA TOPMOH

OKO — 3K30reHHO-KOHCTUTYLIHOHAJIBHOE OKUPEHUE
3, — BCTAMNOII

SRY (TDF) — ¢akrop, onpeaensrommi pa3BUTHE THUKa



Beicokopociocts. Kitacenpuxkanus

B nacrosiee Bpemsi B KIIMHUYECKOW MPAKTUKE MTpobJieMa JICUSHHS BbICO-
KOPOCJIOCTH y JE€TE€l CTAHOBUTCS MEHEE aKTyalbHOW. DTO CBS3aHO C TEM, UTO B
COBPEMEHHOM OOIIIECTBE BBICOKHMH POCT CUMUTAETCS CKOpEE MPEUMYIIECTBOM,
YEM HEJTOCTATKOM.

BoicokopociocTh 'y JeTeil Xxapakrepu3yercsi NpeBbIIIEHHEM POCTa
0osiee +2,0 SDS (ko3 PpuiiueHT CTAHIAPTHOIO OTKJIOHEeHHUs) (2,3 mepueH-
TIJIA) ISl JAHHOT0 BO3PACTa, 11012 U MOMYJIsIIIHH.

[Ipu4rHBI BEICOKOPOCIIOCTH y JETeH pa3sHOOOpPa3HbI U PA3IUYAOTCS IO
sTHoNIoTHH W maToreHe3dy. CoriacHo KiaacCUpUKAMN TEAUATPUIECKUX dHIOK-
PHUHOJIOTUMYECKUX IUAarHo30B, MPUHIATONM EBpoIencko acconuamuend IeTCKUX
suaokpuHonoroB (ESPE, 2007), Bbimensitor 3 HOATPYIIIBI BBICOKOPOCIOCTH
(Tabn. 1): mepBUYHYIO, BTOPUUHYIO U UAMONATHYECKYI0. B HEKOTOPBIX pyKOBO-
JICTBAX IO JIETCKOM YHJAOKPUHOJIOTUU BMECTO TEPMHUHA «IIEPBUYHBIC HAPYILICHUS
POCTay» UCIOJNIB3YETCS «IMCMOP(PHUUECKHE CUHAPOMBI C BBICOKOPOCIOCTBION.

Tabauya 1

Kaaccuduxanus spicokopociaoctu y aerei (ESPE, 2007)

®opma MKB-10

1. Ilepeuunvie napywienusa pocma

1.1. Knunanuecku onpezaensemMble (AucMophuUecKre) CUHIPOMBI C Ha-
PYLLIEHUEM MOJOBBIX XPOMOCOM, BKJIIOYAIOIINE aHEYTIONIUIO:

1.1.1. Cunnppowm Klinefelter (47 XXY). Q98.0
Cunnpom 47 XYY. Q98.5
CunzapoM ¢parmyibHONH X-XpOMOCOMBI. Q99.2

1.1 Cungpom 47 XXX. Q97.0

1.1.3. [dpyrue cnenudpuyeckue X- U Y-aHEYIUIOUIHBIE CHHAPOMBI. Q97.1

Q97.8
Q98.8
1.1.4. Ipyrue cuHAPOMEI, HECTIEIN(UIECKHE Q97.9
Q98.9

1.2. Iucmopdudeckre CHHAPOMBI BCIEIACTBHE META00INIECKIX/Coe-
JUHUTEJIbHOTKAHHBIX HApYIICHUH:

1.2.1. Cunaipom Marfan. Q87.4
1.2.2. MapdanononoOHbIi CHHAPOM, TEHETUYECKH HEMOATBEpKAeHHbIH. | E72.1
1.2.3. TomomuCTUHYpUS. E72.1

1.2.4. ToranpHas nunoauctpodus BpoxkaeHHas (cunapom Berardinelli). | E88.1
1.2.5. Jlpyrue cienupuveckue CUHIPOMBI.
1.2.6. lpyrue cuHAPOMBI, HecrienuGuyecKkue
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1.3. Ipyrue nucMmopduyeckre CHUHIAPOMBI C CUMMETPHUYHOM BBICOKOPOCIIO-
CTBIO:

1.3.1. Cungpom Bannayan—Riley—Ruvalcaba. Q87.3
Cunnpowm Elejalde. Q87.3
CunznpoMm ¢pparmibHONU X-XpOMOCOMBI. Q99.2
Cunnpom Marshall-Smith. Q87.4
Cungpom Nevo. Q87.3
Cunnpom Simpson—Golabi—Behmel. Q87.3
Cunzpom Sotos. Q87.3
Cungpom Weaver. Q87.3

1.3.2. Jlpyrue cneundudeckre CHHIPOMBI.
1.3.3. Jlpyrue cuHHAPOMBI, HeCcTIeU(PUIESCKHE

1.4. lucmopduueckre CHHAPOMBI ¢ YaCTHYHOW/ACHMMETPHUYECKONW BBICOKO-

POCIIOCTBIO:

1.4.1. Curnpom Beckwith—Wiedemann. Q87.3
Cunnpom Klippel-Trenaunay—Weber. Q87.2
Cungpowm Proteus. Q87.3

1.4.2. llpyrue cnenugpuieckie CUHIPOMBI.
1.4.3. JIpyrue cuHapomsl, Hecenuduyeckue

2. Bmopuunwvie napywienun pocma

2.1. 'uneprpoayKiusi TOpMOHA poCTa: E22.0
2.1.1. I'P-ponyuupyromas ageHoMa (eIMHUYHasl) [lepBUYHAs | [BTOpUYHAS .
2.1.2 TI'P-mponynupytomas ajaeHomMa Kak cocTaBistomias cuHapoMoB|Q78.1
McCune—Albright unu MEN-1.

2.1.3. I'P-PI'-npoayuupytoniasi onyxoJib E22.0
2.2. 'unepuHCyJINHU3M: E15.0
2.2.1. IlepBUYHBIH. El6.1
2.2.2. TpaH3UTOPHBIN TUIIEPUHCYIUHU3M. P70.4

BpoxaeHHBIN THIIEPUHCYJIMHHA3M. P70.1

2.2.3. lpyrue 3a0oneBaHus, HecrenuuyecKue.
2.2.4. BTOpUYHBIH.

2.2.5. AnumeHTapHoe (IpoCcToe) OKUPEHUE. E66.0
2.2.6. OxxupeHue ¢ YepHBIM aKaHTO30M/THIIEPIUMHIEMHIEH 1 TI0JI0BOH 3perno-| L83
CTBIO.
2.2.7. lpyrue 3a00neBaHus, HeCIIeU(pUICCKUue El6.1

2.3. CeMeliHblil (M30IMPOBAHHBINA) ACPUIUT TIOKOKOPTUKOUIOB (HEuyBCT-|(Q89.1
ButenbHOCTh K AKTI, orcyTcTBue otBera Ha AKTI)

2.4. I'mneprupeonuzm EO05
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2.5. CocTosiHUSI, BBI3BIBAIOLIUE BBICOKOPOCIOCTh Yy JETEH U HOp-
MaJbHBIA POCT WM HU3KOPOCIOCTh Y B3POCIbIX:

2.5.1. TlpexxneBpeMeHHOE TI0JIOBOE Pa3BUTHE. E30.1
DK30re€HHOE BIMSIHUE 3CTPOr€HOB WIIA aHPOTEHOB. Kon  nexapcTBeHHOrO
CpelcTBa
Y42
['uneptupeonausm. E05.0
Bpoxnennas runepruiazus KOpbl HAAIIOYEYHUKOB. E25

2.5.2. llpyrue cnenuduueckue COCTOSHUS

2.6. CocTOsiHUSA, BBI3BIBAIOIINE HOPMAJIBHBIM POCT Yy JETEW U BBICO-
KOPOCJOCTb Y B3POCIIbIX:
2.6.1. Jlehurmt roHaIOTPOITHBIX TOPMOHOB (3a/IEpKKa WJIM THITIOTOHA-

JT3M). E23.0
2.6.2. Jlepurut apomaTassl. E34.9
2.6.3. IucyHKIUSA 3CTPOreHOBBIX PELENTOPOB. E34.9

2.6.4. Jlpyrue cnenuduyueckue ycaoBus

3. Houonamuueckasa (nopmanvuslii eapuanm) evicokopociocms |E34.4

3.1. I'enetnueckas (ceMeliHas WJIM KOHCTHTYIIMOHAJIbHAS) BBICOKO-
pOCIIOCTb. _
3.2. Hecemelinas namonatuyeckas BBICOKOPOCIOCTh

JInarHocTuKa BbICOKOPOCJI0CTH

JlnarHoCTUKa BBICOKOPOCIOCTH BKJIIOYAET cOOp aHaAMHE3a, KIIMHHUYECKOe
oOclie/IoBaHNE MAIIUEHTOB C MPUMEHEHUEM MHCTPYMEHTAIBHBIX U J1abopaTop-
HBIX METOJIOB.

AHaMHeCTHYECKHE JaHHbIE:

1. Poct poauTeneit ¢ pacueToM IeHETUYECKOTO pOCTa M POCTOBOTO KO-
puaopa peOeHka.

I'enemuueckuil (yeneeoit) pocm (013 manvuuka) = (POCT MaTEPU B CM +
pocTt oTia B cM) / 2 + 6,5 cwm.

I'enemuueckuil (ueneeoit) pocm (01sa 0eeouku) = (pocT MaTepu B CM +
pocT otna B cM) / 2 — 6,5 cm.

Pocmoeoii kopuoop. Y manbuukoé 0TMEUAETCSl HA coMaTorpamMme (KpUBoOid
pocTa) Mmokaszareiab pocTa OTlla — OJHA TpaHuIla, MOKa3aTeilb PocTa MaTepu —
+13 cM — BTOpas rpaHmia; y I€BOYEK IOKA3aTeNIb POCTa MATEPU — OJIHA Ipa-
HHUIIA, TOKA3aTeNb PocTa 0THa — —13 ¢cM — BTOpas rpaHuIIa.

2. Poct cubcoB, 6abyiiiek, aeaymiex.

3. Cpok recrauuu.




Teuenue 6EpeMEHHOCTH U POIOB.

Poct u macca peGeHka npu poxxaeHuu.
CxopocTb pocTa pebeHKa.

Cpoxku Havana myOepTraTa y poJauTene.

. 3abosneBaHus MAlMEHTA B TEYEHUE KU3HU.

K.]mHqucxoe o0csienoBaHue:

1. M3mepenue pocta U Macchl MAIlMEHTA.

2. N3MepeHue OTHOIICHUS JUIMHBI BEpXHEW 4acTy Teja K JJIMHE HUKHEH
YacTH Tena.

3. HM3mepeHue OTHOLIECHHS pa3Maxa PyK K JJIMHE Tea.

Ouenka cturM gucMopdoresesa.

OLICHKa 110JI0BOTO pa3Butus (1o TanHepy).
O1neHKa UHTEIJIEKTA.

. OcmoTp okynucTa (IJ1a3Hoe JHO, MOJIs 3peHUs).

JIaﬁopaTopHO HHCTPYMEHTAJIbHOE 00CJIe[I0BAHME:

1. OOuuit aHanu3 KpoBH.

2. buoxuMHuyecKui aHaau3 KPOBU (KpeaTHHUH, MOUEBUHA, KAJIMH, HATPUA,
KabIui, pocdop, menounas docdarasza, rirOK03a, IEUEHOUHbIE PEPMEHTHI).

3. PentreHorpamMma J€BOM KUCTU U 3aIICThSl C OLIEHKOM KOCTHOTO BO3-
pacrta o meroauke W. W. Greulich u S. 1. Pyle u pacderom nmporao3upyemoro
pOCTa ¢ UCIOJIH30BAHNEM WHJEKCHBIX TaOIuII.

IIporno3upyemblii (KOHe4YHBbIIT) pocT pedeHKa (M) = poCcT peOCHKA B
cM / % xocTtHO# 3penocTtu x 100 %.

4. T'opmonanbHOoe obcnenaoBanue (6azanbubii CTI, UOP-1, NOPCh-3,
JIT', ®CT’, TecrocTepoH, 3,, AETUIPOINUAHIPOCTEPOH, 17-TUAPOKCUTIPOTECTEPOH,
uncynuH (C-nienitun), TTT, T4-cBoOOaHBIN, T3-CBOOOAHBIN, aHTUTENA K TUPEOU/I-
Hoit niepokcunase (TT1O) u peuenropam TTT).

5. OI'TT ¢ onpenenenuem ypoHei CTI kaxabie 30 MUH B T€UeHUE 2 4.
B Hopme B oTBET Ha rumeprivkeMuro otmevaercs cHuxeHue ypoBHeud CTI,
BILIOTh /10 MUHUMAIIBHO ompenensemMoro (cympeccus). [Ipu akpomeranuu u ru-
rautuzMe CTT ue OwiBaeT Hke 1 Hr/mi, B 30 % cioydaeB oTMeuaeTcst mapaaok-
canbHbIi BeIOpoc CTI' B OTBET Ha HArpy3Ky IIFOKO301.

6. lLluToreHeTHYECKUI aHAJIN3.

7. Copep:kaHue U CHEKTP aMHHOKHUCIOT (METUOHHMHA U TOMOIMCTHHA B
MOYE U CHIBOPOTKE KPOBH).

8. KT romoBHoro mo3sra u o6ysactu runodusa ¢ o0s13aTeIbHbIM KOHTpa-
ctupoBanueM Wi MPT c/6e3 koHTpacTUupoBaHus (ONTUMAIbHBIA METO] BU3ya-
JU3aIuy aJieHOMBI TUodu3a).

9. MonekymnspHas IMarHOCTHKA.

N oLk

No v e



I[nq)(])epenuna.ﬂbﬂaﬂ ANArHOCTHUKA BBICOKOPOCJI0CTH

B 1abn. 2 u pucyHke npencTaBieH COEKTp 3a00IeBaHMM, COMMPOBOXKAAI0-
IIMXCSI BBICOKOPOCJIOCTBIO y AETEN, HAUYMHASA C MEPHOJIa HOBOPOKIEHHOCTH J10
B3pOCJIOT0 BO3pACTa, U aNTOPUTM I PepeHIInaIbHON JTUATHOCTUKH.

Tabauya 2

HauboJiee pacnipocTpaHeHHbIe 3200J1eBaHNs, COIPOBOKIAI0LIHECS BBICOKOPOCI0CThIO
(mo M. A. Sperling, 2002)

I'pynna

3a0oJieBaHMs1, CONPOBOKAAIONINECH BHICOKOPOCJIOCTHIO

deTanbHas MAaKpOCOMUS

CaxapHnblii tuader y maTepH.

LepeOpanbHblif rTMTaHTU3M (CHHIPOM Sotos).

Cunpnpom Weaver—Smith.

Cungpom Beckwith—Wiedemann.

Jlpyrue CHHIPOMBI, COMTPOBOKIAAIOIINECS TIOBBIIICHHEM
HDP-2.

[locTHaranpHOE omepexxeHue ¢u-
3MYECKOI'0 pPa3BUTHA, BeAyllee K
BBICOKOPOCJIOCTH B JETCKOM BO3-
pacte

CewmeitHast (KOHCTUTYIIMOHATIbHAS BHICOKOPOCIIOCTH ).
LepeOpanbHbIil THTAHTU3M.

Cunnpom Beckwith—Wiedemann.

Oxwupenue.

I'mnepnpoayknus ropMoHa pocTa.
I'P-nponymupytomas aneHoMa Kak COCTaBISIOLIas
cuaapomoB McCune—Albright mim MEN-1.
[IpexxieBpeMeEHHOE TI0JI0BOE PA3BUTHE.

Cunnpom Marfan.

Cungpom Klinefelter

Cunnpom Weaver—Smith.

CunzapoMm ¢pparmibHONU X-XpOMOCOMBI.
l'omonuctunypus.

47 XY'Y-cunapom.

['uneprupeonauzm

[TocTtHaTtanbHOE omepexkeHue ¢u-
3MYECKOI0 pPa3BUTHA, BeAyllee K
BBICOKOPOCJIOCTH Y B3POCIIBIX

CewmeitHast (KOHCTUTYLIMOHANIbHAS BICOKOPOCIOCTD ).
Jebunur aHIPOTEHOB WM ACTPOTCHOB/PE3UCTEHT-
HOCTb K 3CTpOreHam (y MaJIb4UKOB).

Tectuxynspuas pemMuHu3aIMSL.

lMunmepnpoayKiysi ropMOHa pocTa.

Cunnpom Marfan.

Cunnpom Klinefelter.

47 XYY -cunapom




BbicokopociocTh

_

HeoObrunbiii peHOTHIT MITH
YMCTBEHHAs OTCTAJIOCTD

—

Aucnponopunonanbuoe IIponopuuoHaibHOE

TEJIOCJTO0KCHHUE

Onpenenenne KapuoTumna,
TOPMOHAJILHOE UCCIIE0BAHHUE

kpoBu (E,, Tectocrepon, JIT,

®CT') 1 KOHCYIBTAIIUS
TeHETUKa JJIS1 UCKITIOYEHUS:

* cuaapoma Kiaitadenrepa;
* cunjipoma XYY

* cuapoma Mapdana;

* cunipoma MOH-2B;

* BpOXKJICHHOW KOHTPAKTYPBHI,
* ApaxXHOMAKTUIINH;

* nepuruTa
3CTPOre€HOB/PE3UCTEHTHOCTHU
K 3CTpOT€HaM;

* CUH/IpOMa T'MIIOrOHaAu3Ma

TEJTO0CJI0KCHUEC

Koncynprarus

FEHETHKA JIJI1 UCKITFOUCHHS:
* curapoma Coroca;

* cungpoma Busepa—Cwmura;
* CUHJIpoMa Xpynkor X-
XPOMOCOMBI;

* cunjipoma bekButa

— Bunaemana,;

* cunipoma Cumricona—
Tonmadou—bemens,

* CHHJIPOMOB
pesucrentHoctu Kk AKTT

* BPOXKJICHHOM
reHepaTn30BaHHON
JUIOAUCTPODHH;

* HeifpouOpomarosa I Tuna

\>

Buemnuii Buja 6e3 0co0eHHOCTEMH,
HOPMAaJIbHOE YMCTBEHHOE Pa3BUTHE

YBennueHHasn HopmanbHas
CKOI)}I) w‘ CKOPOCTH pocTa
[Tonosoe [Tonosoe Macca Macca
pa3BUTHE pa3BUTHE B HOpME BBIILC
orepexaer COOTBETCTBYET \/ HOPMB
Bo3pact (I1T1P) BO3paCTy Koncru- ‘
IYRHO" - 3K0
Topmonansuoe ~— HaldbHad
uccrenopanue ~— BPICOKO-
kpoBu (TTT, pOCIIOCTD
UODP-1, CTT na
¢done OI'TT)
Cumxenne  CTI na done N®DP-1 B HOpME
TTIr OITT<2Hr/Ma  1pu HNOBHILIEHHOM
Tupeoro- KOHCTHTYIHOHATE- CTT na ¢one
KCHKO3  pag L1cOKOPOCTOCTD OI'TT> 2 ur/mn
YcraHoBnEHNE
MPUYHH
TUIIEpCeKpeIuu
CTr

Puc. quddepeninmanbabpiii JuarHo3 BBICOKOPOCIOCTH Y AETeH
(mo 1. U. enosy, I' . A. Mensanuenko, 2008)



DETAJIBHAS MAKPOCOMMUS

Caxapublii 1uader y matepu sBIseTCs HauboJiee 4YacTONW MPUYMHOM
pOXKIeHUsT peOCHKa ¢ MAaKpOCOMHUEH JjIsl JTaHHOTO Cpoka rectranuu. [Ipu otcyT-
CTBUM KJIMHUYECKUX CHUMMOTOMOB (CTUTM JucMopdoreHesa) Wik CEMEHHOIo
aHaMHe3a y HOBOPOXKJACHHOTO ¢ OOJIBIIMM POCTOM HEOOXOAMMO UCKIIOUYaTh ca-
XapHBIA (reCTallMOHHBIN) TUa0eT y MaTepH.

Cunapom BbekButa—Buaemana. Omnucana rpymma 3a0ojieBaHUM, KOTO-
pBIE€ COMPOBOXKAAIOTCS MAKPOCOMHUENH HOBOPOXKACHHOIO C YBEJIMUCHUEM BHYTPEH-
HUX OpraHoB. B ocHoBe 3TuX Ooje3Hel NeKuT u3obITouHas cekperus MDOP-2,
KoHTponupyemasi renom MDP-2. Haubonee yacto BcTpeuaemMbiM 3a00JI€BaHUEM
apisieTca cunopom bexkeuma—Buoemana (Beckwith—Wiedemann) (cuHOHUM:
CUHOPOM eucuepomezanuu, omganouene u makxpozioccuu). Yacrora —
1 : 13 700 HOBOpOXACHHBIM. THII HACIENOBAaHUSA — ayTOCOMHO-IOMUHAHTHBIN.
MunumanvHvle ouazHocmuyeckue nPu3HaAKY: MaKporJIOCCUsl, TPbIka MyTOYHOTO
KaHaTHUKa, MaKpOCOMHUS, HACEUKH HA MOYKAX YIIHBIX PAKOBUH, TUIIOTJIUKEMHUSL.

YacTeiMU aHOMAJIUSIMU SIBJISIFOTCSL Makporjoccusi U oMmdaorene (pexe —
PACXOXKJICHUE MPSIMBIX MBIIII] )KUBOTA). MaKpOCOMHUSI OTMEUAETCS C POKICHUS
(IMHA HOBOPOXKJEHHOTO — OoJiee 52 cM U Macca — CBbIIIE 4 KI') WIN pa3BH-
BaeTcsd MOCTHaTaldbHO. MoryT HaOmoaarbess Mukporedatus win ruapoueda-
TS, BBICTYNAIOIINUNA 3aThIJIOK, AHOMAJIMK MPUKYCA, CBSI3aHHBIE C TUIIOIUIA3UEN
BEPXHEH YETIOCTH U OTHOCHUTEIIbHOW THNEpIUIa3ueil HIKHEH, k30 TaabM, OT-
HOCHUTEIIbHASI TUTOIUIa3usi opOUT. YacTo MMEIT MecTO reMururnepTpodus u
MUTMEHTHbIE HEBYChl. OTMedaroTcsl BUcCLiepoMeranusi (remaTomeranusi, CIruie-
HOMETaJWsA, HepoMeTanus, MaHKPEaTOMET NS, PEKe — KapAHOMETaIHs), TH-
nepIuia3usi MaTKU, MOYEBOTO Iy3bIpsl, KIIUTOPa, TUMYCA.

VY 30 % 60apHBIX HAOTIOAACTCA TUIIEPUHCYTMHEMUYECKAs TUITOTIIUKEMUS
BCJICJICTBUE TUMEPIUIA3UU B-KJIETOK MOJKETYA0YHOM Keye3bl. B 00JIbIIMHCTBE
CIyyaeB OHa HOCHUT TPAH3UTOPHBIN XapakTep W KyMHUpPyeTcs TJIFOKO30M W 1ua-
30KCUIOM. Y psifia OOJIBHBIX JIJIs HOpMAIU3alluu MoKa3aTeel rIuKeMuu Tpedy-
€TCsl YaCTUYHAs MAHKPEaTIKTOMUS. Y MepeHHass YMCTBEHHAs! OTCTaI0CTh 00bIY-
HO CBSI3aHA C TUIIOTJINKEMHUSIMU.

[ToBbIllIeH pUCK PA3BUTHS 3JIOKAYECTBEHHBIX OMyXoJiel (omyxoib Buibm-
ca, remaro6yiacToma, aApeHOKOPTUKAIbHAS KaplIMHOMA, TOHa10071acTOMa).

[Tonmynsimonnas yactota cuaapoma Cortoca (Sotos) (cunopom uepeo-
PANbHO20 2U2AHMU3MA) HEN3BECTHA. BOJNBIIMHCTBO CIIy4aeB HOCAT CIIOpainye-
ckuii xapakrep. CemeiiHble (GOpMBI CHHAPOMA UMEIOT ayTOCOMHO-IOMHHAHT-
HBII TUN HaclienoBaHusA. Munumanvusie ouazHocmudeckue npusHaKy: akpome-
rajusi, yCUICHHBIN pOCT, yMCTBEHHAs! OTCTAJIOCTh, HAPYIICHUE KOOPIUHALINH.

[Ipu poxkaeHuM XapakTepHO YBEIMYCHHE MOKa3aTeJIed Macchl Tella M
pocTta 6osiee 90-ii nepreHTHIN. OTMEUAETCsl YCKOPEHHE CKOPOCTH POCTa B Tep-
BbI€ TOJIbI JKU3HU: POCT OOJIBHBIX MPEBBIIAET 97-10 MEPUEHTWIb. AKCenepanus
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pocta npoaomxaercs 10 4-5 net. [looBoe pa3BuTHE HACTYMAET B HOPMAJIbHBIC
CPOKH, MOXET OTMEUaThCs paHHUU ImyOepTar.

PesynbTaTel ypoBHel (6azanbpHbie W Bo Bpemss OI'TT) CTI, UDP-1,
NDPCB-3 umeror HOpMalibHble 3HaUeHUsA. OTCYTCTBYIOT CliellM(UUYECKHUE Jia-
OopaTOpHBIE U PAUOJIOTMUECKUE MPU3HAKA CUHIPOMA.

Habmronarorcs makporniedanusi ¢ BBICTYMAIOUIMMH JIOOHBIMU OyTrpamu,
IPOTHATHS, TUIIEPTEIOPU3M, aHTUMOHTOJIOUIHBIA pa3pe3 a3, BhICTYMAKOMIAs
HIDKHSISL YeIII0CTh, MaKpOIJIOCCHsl, BBICOKOE Hebo, kocornazue. Omucanbl CKO-
JIM03, YBEIIMYEHHBIE CTOINbl U KUCTH, CUHAAKTUIINSA HalbleB cToll. lloBhIlIeH
PUCK HEOIUIa3ui, B YACTHOCTH IEYEHOYHOM KapLUHMHOMBI, OIyXoyuu BumibMmca,
SMYHUKOB, MAPAIIUTOBUIHBIX KEJE3.

CreneHb YMCTBEHHOW OTCTalOCTH yMepeHHas. OTMedarorcs CyJOpOTH,
HapylIeHUEe KOOPAUHALUH.

[TonmynsumonHas vacrora cunapoma Busepa—Cmura (Weaver—Smith)
HEHU3BECTHA. DOJIBIIMHCTBO OMMCAHHBIX CIIy4aeB HOCHUT CIIOPAJUYECKHI Xapak-
TEp, BO3MOXKEH ayTOCOMHO-PELIECCUBHBIN, X-CLEIUICHHbI W/UIU ayTOCOMHO-
JOMHHAHTHBIA TUIBI Haclen0BaHusd. Munumanbhvlie ouazHocmuiecKue npusHa-
Ku: JTUIEBbIE CTUTMBI (SMUKAHT, OOJIbIINE YIIH, JIUHHBIA QUIBTP, MUKPOTECHHUS,
BBICOKHUH J100), pEHTT€HOJIOTHYECKUe (paciiupeHre MeTapu3oB KOCTeH, Hapy-
HIeHue (JUCCOIMAaIs) KOCTHOTO CO3PEBAHMs), KAMIITOAAKTUIINS, JIETKas yMCT-
BEHHAsI OTCTAJIOCTb.

OtMeuaercst mpe- U MOCTHATAIIbHAS BBICOKOPOCIOCTh. XapaKTepHbI JIU-
1[eBbIe AUCMOp(UH, KaMIITONAKTIINS, KOHTPAKTYpa KOJICHHBIX CYyCTaBOB, KJIH-
HomakTuiMs. HeBposornyeckass cUMOTOMAaTHKa BKJIKOYAET JIETKYIHO YMCTBEH-
HYI0 OTCTAJIOCTh, TUIIEPTOHYC MBIILIIL.

ITIOCTHATAJIbHOE ONEPEKEHUE ®U3UYECKOI'O PA3BUTHSI,
BEAYHIEE K BBICOKOPOCJIOCTH B JETCKOM BO3PACTE

CemeliHasi (KOHCTUTYHMOHAJIbHAS) BBICOKOPOCJIOCTb: BBICOKANA POCT
y poautenei, 00ibIIas CKOPOCTh POCTa C POXKACHHS, MPOTHOZUPYEMBIM POCT
pebeHKa Mo KOCTHOMY BO3pacTy (peHTreHOrpaMMa KMCTH U 3allsICThsl) C pacye-
TOM MO UHIEKCHBIM TabIWIIaM COBMAJAECT C TEHETUUYECKUM (IIEJIEBBIM) POCTOM,
OTCYTCTBYIOT TUIHMYHBIE KJIMHUKO-TA00pPATOPHBIE U MHCTPYMEHTAIIbHBIE Hapy-
HICHUSA, XapaKTEepHbIE ISl MaTOJIOTMYecKor rumnepcekpenuu ['P (HopManbHble
ypoBHu U®P-1 u UDPCh-3, cynpeccus nokazateneit CTI' npu npoBeneHuu
OI'TT), HOpManbHbBIN KAPUOTHII.

Cunapom bexBura—Bunemana, cunnpom Cotoca, cunapoMm Busepa—
Cwmuta (cM. BbIIIIE).

Cungpom Mapdana. [lonynsuuonHas udacrora cunopoma Mapgana
(Marfan) — 0,04 : 1000 uenoBek. Tun HacimenoBaHUS — ayTOCOMHO-
JIOMUHAHTHBIA C BBICOKOU MEHETPAHTHOCTHIO U PA3IIMUHON IKCIPECCUBHOCTHIO.
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MunumanvHvle ouazHocmuiecKue Npu3HAKU: BBICOKUNA POCT, apaxHOAAKTUIIHS,
TUINEPIIOIBUKHOCTh CYCTaBOB, MOABBIBUX XPYyCTaJIMKa, aHEBpU3Ma aOPTHI.

TunuyHbl BEICOKUNA POCT, IJIMHHBIE TOHKHE KOHEYHOCTH, OCOOEHHO JHC-
TajgbHble OTAENbl. OTMEUalTCsl CKOIMO03, KU(O3, BOPOHKOOOpA3HAs WM KUJie-
BUJHAs TPyAHAasl KIeTKa, JAojuxoledanus, TroTUYeckoe HeOOo, MIOCKOCTOIMHE.
[TopaxkeHue ry1a3 BKJIIOYAET JBYCTOPOHHUH MOJBBIBUX XpycTajuka, cepoda-
KHo, Mukpodakuto. Habnrogatorcss MUOIUS BBICOKOW CTETIEHM, OTCJIOMKa CeT-
YaTKH, TETEPOXPOMUS PATYKKH, METAIOKOPHEA, TOJIyObIe CKIEpPhl. XapaKTEePHbI
HapyLIECHHUSI CO CTOPOHBI CEPJIEUHO-COCYIUCTON CUCTEMBI: PACIIUPEHUE BOCXO-
asmie yactu (peke TpyIHOTO WK OpIOIIHOTO OTZAeNa) aopThl C Pa3BUTHEM
pacCllauBarOLICCsl AHEBPU3MbI M HEIOCTOTOYHOCTH CEPACYHBIX KIJIANaHOB.
Berpeuatores rpeiku (OeapenHsie, nuadparMaibHble, MaXOBbIE), THIIOILUIA3UsS
MBIIII] ¥ TTOJAKOKHOM KJIE€TYaTKH, HEQPONTO3.

CunapoM pparniabHoii X-xpomocombl (cunapoM MaprtuHna—beJia)

[Tonmynsiimonnas wactora — 0,5 : 1000 manpunkoB. Tun HacnenoBaHuss —
X-CHEMIEHHbI pelecCUuBHbIN. Munumanvruvle ouazHocmuyeckue HnpUusHaKu:
yMEpEHHasl WM TJIyOOKas YMCTBEHHAs OTCTalOCTh, OOJBIINE OTTONBIPEHHBIC
VIIHBIE PAKOBUHBI, BRICTYMAIOUINNA 100 W MaCCUBHBIN MOJ00POIOK, MaKpPOOP-
XUJM3M, JOMKOCTh y4acTka X( 28.

Macca Tena u JAJIMHA TPU POXKICHUU HOPMAJIBHBIE WJIM HE3HAYUTEIIHHO
MPEBBIIAIOT MOMYJSLHOHHYI0 HOPMY, YBEIINYEHA OKPYHOCTbH roJIoBbl. OTMe-
YarOTCS OTTONBIPEHHBIE OOJIBIIINE YIIHBIE PAKOBUHBI. Y CTapIIMX AETEH JHIIO0
UMEET MPSMOYTOJIbHYIO ()OPMY C BBICOKMM JIOOM, TOHKUM JIJUHHBIM HOCOM,
TUIEpIUIa3ueil HUKHEW YeNI0CTH, YaCTO BCTPEUAIOTCs paciieaunbl Heba. Kuctu
mpokue. C HayauoM MOJIOBOTO CO3PEBAHMS OTMEUAETCS] MAaKPOOPXUIU3M. Xa-
PaKTepHO OTCTABAHHE B YMCTBEHHOM pPa3BUTHHU. MOKET HAOIIOIATHCS ayTU3M,
TUNIEPPEAKTUBHOCTD, MBIIIIEYHAs! TUTIOTOHUS, CYIOPOTH.

VY HEKOTOpBIX MAIMEHTOB OTMEYAIOTCS OXKUPEHHE, TMHEKOMACTUSI, TH-
MOCIAAus, MIPOJAINC MUTPAJIBHOTO KJIanaHa.

Cungpom Kuaiingearepa. I[lonyndmuoHHass 4YacToTa CUHOpOMA
Knaiungenmepa (CK) (Klinefelter, XXY-cunopom) — 1 : 500—-1000 manpuu-
koB. [Ipu knaccuueckom CK ormeuaerca kapuotun 47 XXY. Bo3MoxHbI cie-
nytomue BapuaHThl: 46 XY/XXY wMozaumusm; 48 XXYY; 48 XXXY;
49 XXXYY; 49 XXXXY. Knmuanueckue nposinennss CK nabmogarorcs y de-
HOTUIIMYECKUX MAJTbYMKOB C KapuoTUIIOM 46 XX B pe3ylibTaTe TPAHCIOKAIUU
Y (SRY) na X-xpomocomy. Kapuorun 46 XX Bcrpewaercs y 1 : 20 000 manb-
YUKOB. BOJIBIIMHCTBO OMUCAHHBIX CIIy4a€B HOCUT CHOPAJUYECKUU XapakTep.
Munumanvnvle ouacnocmuveckue npusHaxKu: TUIOTEHUTAIN3M, IEPBUYHBIN T'H-
MOTOHA/IN3M, aHOMAJUs KapuOoTHIIA.

bonpmuacTBo marnueHToB ¢ CK MMEIOT BBICOKHMU POCT, €BHYXOHWHBIE
MPONOPILUU TeNa, HENPOMOPLHUOHAIBHO JIMHHBIE HU)KHUE KOHEYHOCTH. OTin-
YUTEJIbHBIM MPU3HAKOM SBJISIETCS TUIOIUIA3US SIMUEK U MOJOBOro 4ieHa. YacTo
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HaOJIIOAAIOTCS THHEKOMACTHS, O)KUPEHUE, OBOJIOCEHHE HA JIOOKE IO KEHCKOMY
tuny. [Ipy ruCcTOIOrHYECKOM HCCIETOBAHUM SIMYEK OTMEYAIOTCS TMAIUHO3 H
¢buOpo3 CEMEHHBIX KaHAJbIIEB, YMEHbBIIICHUE KOJIMUeCTBa KiIeToK Jleiaura. Xa-
pPaKTEepHbI CHHKEHHE MOJIOBOTO BJICUEHUS, UMIIOTEHIIMS, OECIIONE.

[Toxazarenu nnaekca IQ cocrarisitoT 85-90, BbIpa’keHHAss YMCTBEHHAas
OTCTaJIOCTh HAOIIOJAeTCsl pellKo (B OCHOBHOM Y MAallMEHTOB, UMEIOLIUX B Ka-
puotune Tpu u 6osee X-XxpomMocoM). MoryT oTMedaTrbcsi TPYJIHOCTH B 00yue-
HUH, 33]ICP’KKA PEYEBOr0 Pa3BUTHS.

[TarmenTtsl ¢ CK MMEIOT MOBBIIIEHHBIA PUCK CHIKEHUSI MUHEPAIBHOM TUIOT-
HOCTH KOCTHOM TKaHU M pa3BUTHS OCTEOIIOpPO3a, CaxapHOro Auadera 2-ro Tuma, Ba-
PUKO3HOTO TMOPaXEHHs, TPOMOO30B, JerouHoi »moOoiuu. Ilamuents! ¢ kapuo-
TANIOM 46 XX MMEIOT HOpPMaJIbHbIE MPOMOPLUMHN CKEJIETa, HU3KOPOCIBI, CHUXKE-
HUE UHTEIUJIEKTA Y JAHHOW TPYIIIBI BBIPAXKEHO HE3HAYUTEIBHO.

O:xupenue. 3a00€BaHNEe CBSI3aHO C U30BITOYHBIM YBEIMUYEHUEM MACChI
pebeHKa OTHOCUTEIBHO €r0 pOCTa, MPOTPECCUPOBAHUEM TIOJIOBOM 3PENOCTU U
M3MEHEHHUEM BU/JIA TEJA, XapaKTEPHOTO ISl JAHHOTO Bo3pacTta. OCHOBHBIM I10-
Ka3aTeseM U30bITOYHONW MACChl Tella U OKUPEHUS y IETEU SBIIAETCS MHIEKC
Mmaccol Tena (MMT — macca Tena (kr) / poct (M2)). UMT peGenka, COOTBETCT-
BYIOIIMI MoKa3zaTensam oT 90-it 1o 97-i mepueHTUIu 1151 JaHHOTO BO3pacTa u
0JIa, YKa3bIBAET HA HAJTMYKME U30BITOYHON MaCChI Tena, 6osee 97-i nepLeHTu-
JI1 — Ha Pa3BUTHUE OKUPECHHUS.

DK30r€HHO-KOHCTUTYIIUOHAIBHOE (IMMEHTapHOE) OKUPEHUE 4acTo CO-
MIPOBOXKIACTCS YCKOPEHUEM JUHEHHOTO pocta. KOoCTHBIN BO3pacT 0OBIYHO He-
3HAYMUTENIBHO ONEPEXKAET XPOHOJIOrMYeckuil. PanHee mosnoBoe co3peBaHue yc-
KOPSIET 3aKpBITUE AMHUQPHU3APHBIX 30H POCTA, HO OKOHYATEIbHBIA POCT MallMeH-
TOB C AJIUMEHTAPHBIM O0KUPEHHUEM BXOJUT B TEHETUYECKUN POCTOBOM KOPHUIOP.
OxupeHue y A1eTell UMEET CIEIYIOINE MPOSBICHUS:

1. T'opmonanbHbIE:

a) TUINEPUHCYJINHEMUS;

0) CHWXEHHUE CIIOHTAHHOW M CTUMYJIMPOBAHHOW CEKPELMH TOPMOHA
pocra;

B) TIOBBIIICHUE KOHIEHTPAIIMHU OEIKOB, CBSI3bIBAIOIIUX TOPMOH POC-
Ta ¥ pOCTOBBIE (PAKTOPBHI;

r) HOpPMaJIbHAsl WJIM MOBBINIEHHAs MPOIYKIMS KOPTU30Jia (IIOBbIIIE-
HUE aKTUBHOCTH TUTIOTAIaMO-THIIO(PH3apHO-aIpEHATIOBON OCH), YaCTO MPExkKIe-
BPEMEHHOE aJIpEHAPXE;

1) TOBBIIICHHBIM YPOBEHD JICTITUHA.

2. HeWpOod’HAOKpPUHHBIE: HHU3Kasg  KOHILEHTpALUs  KOPTUKOTPOIMH-
PWIN3HHT-TOPMOHA, CEPOTOHMHA U €ro METa0OJUTOB B 1EpeOpOCHUHAIBHON
AKUJIKOCTH.

3. Merabonuueckue:

a) HWHCYJIMHOPE3UCTEHTHOCTH;
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0) TMOBBIIIEHUE B IJIa3M€ CBOOOAHBIX MKUPHBIX KUCJIOT, TUIEPIIUITHU-
JIEMUSI, TUTIEPTPUTIIUIIEPOSICMHUS;

B) HM3KOE COOTHOIICHHUE JUIIONPOTENIOB BEICOKOW/HU3KOM TNIOTHOCTH;

) W3MEHEHHUE aKTUBHOCTHU aJpEHEPTUUECKON HEPBHOW CUCTEMBI,

4. pyrue:

a) TICUXOCOIMalbHbIE MPOOJIEMbl (HM3Kasi CaMOOIEHKA, COIUalb-
Hasi U30JIALIMS, HAPYILIEHUE MOBEICHYECKUX PEaKIui, CUHIPOM «IICEBAOTYMO-
pa», HapyIlIeHHEe NTaMATH U 00yUYEHUSs, CYyHIIHI);

0) KapAMOBACKYJISApHbIC HapyIIeHUs (paHHUN aTEPOCKIEpO3, apTe-
puanbHasi TUIIEPTEH3US ),

B) pecnHpaToOpHble HapyleHus (TUINOBEHTWIALMS, CHHAPOM O00-
CTPYKTHBHOI'O alTHO? BO CHE);

I) OpPTONEAMYECKUE HapyleHus (OCTE0apTpO3, BBIBUX T'OJIOBKHU
dbemopanbHOro nudu3a, rTUIepocTo3 U/ MK OCTEONIOPO3);

n) ractponaTuu (KeITUYHOKaMEHHasi 00JIe3Hb, KUPOBOI TenaTo3s);

€) W3MEHEHHs KOXHBIX TOKPOBOB M MX MPUJIATKOB (aKaHTO3, IpUO-
KOBBI€ MMOPAXKEHUS, THPCYTU3M);

) CHHIPOM BHYTPHUYEPEITHOMN T'HIEPTEH3HH;

3) HOYHOM PHYpE3;

U) TUMEPYPUKEMHUS U MOYEKaMEHHas 00JIe3Hb;

K) Hapyll€HUE CBEPTHIBAEMOCTH KPOBH;

J) THUHEKOMACTHS.
I'mnepnpoaykuusi ropMoOHa pocTa. AKpOMerajJusi — 3TO HEMPOIHIOKPUH-
Hoe 3a00JIeBaHNe, BRI3BAHHOE XPOHUYECKON N30bITOUHOM cekpenneit ['P y muig
C 3aKOHYEHHBIM (PU3UOTIOTUIECKUM POCTOM U XapaKTEpU3YIOIeecs TaToI0ru-
YECKUM AUCIPONOPLIHUOHATIBHBIM IMEPUOCTATIBHBIM POCTOM KOCTEH, XPSIIEH,
MATKUX TKaHEW, BHYyTPEHHUX OPTaHOB C HapyIIeHHEM (QYHKIIMOHATIBLHOTO CO-
CTOSIHUSI CEPJIEYHO-COCYAUCTOM, JIETOUHOM CUCTEM, TEpUPEePUUECKUX IHOK-
PUHHBIX XkeJje3, 00MeHa BEIECTB.
omyxoJib runodusa (95 %) — aneHoma, aleHOKapIUHOMA;

— okronuueckas cekpeuuss CTT (menee 2 %) — sHIOOKpaHUANIbHAS
(OIyX0JIb TJIOTOYHOTO M C(HEHOUJATBHOTO CHUHYCA), SKCTpaKpaHUaIbHas (OIMy-
XOJIH MOJIKENYI0YHOM JKEJe3bl, JIETKUX, CPEAOCTEHUSA);

— DJKTOIHYECKas cekpenus comaronudepuHa (MeHee 3 %) — SHIOKpa-
HUAJIbHOS (raMapToMa, TaHIJIUOIIMTOMA), HKCTpaKpaHUajdbHasl (KapLHUHOU]
HOJIKETY IOYHOM KeJe3bl, OPOHXOB, JKEIyT0YHO-KUIIIEYHOTO TPAKTA);

— B paMKax HacJIeICTBEHHBIX CUHIPOMOB — cuUHIApoM MakKrion—On6-
paiita, cunapom MOH-1 u nip.)

Ilo pazmepam evloensiemoii adeHombl 2unopu3a pasiuyaiom:

— MuKpoageHoMy (menee 10 mm);

— MakpoajseHomy (6omee 10 mm).
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Ilamocenes. B OOABIIMHCTBE CIy4YyaeB aKpOMETraiausi U TMTaHTU3M o00y-
CJIOBJIEHbI W30bITOUHON mepBuyHOM cekpeuueir CTI ameHoMmol rumnodwusa.
Onyxonb BO3HUKAET BCIEACTBUE T€HHBIX MyTauui B o-cyobenunuie G-Oenka
(nosiBnenue Gsp-onkorena). Ilon BnussHueM Gsp-OHKOT€HA MPOUCXOIUT IPO-
mudepanus omyXoieBbIX KIeTOK U noBbienue cekperuu CTI, kotopas He pe-
ryJIupyercs OObIYHBIMU CeKpeTOpHbIMU MexaHuzMamu. M30biTok CTI BhI3bIBa-
€T yBeJHMYeHUE cekperuu pocToBbix (akrtopoB (MDP-1) B meuenu u ux jo-
KAJIbHYIO MPOAYKLIHIO B Pa3JIMYHBIX TKaHSAX, BKJIOuYas KocTh W xpsaumu. [lon
BO3/EMCTBHEM pPOCTOBBIX (DaKTOPOB YBEIMYMBAETCS NPOAYKIMS KOJUIareHa,
npoaudeparus XpsIei, 4To TPUBOJAUT K POCTY U YTOJIIEHUIO MSITKUX, KOCT-
HOM M XPSIIIEBON TKAHEH.

[Ipu nanHOM 3a00JN€BaHWUM B TATOJOTHMUYECKHM IPOIECC BOBJICKAIOTCS
MIPaKTUYECKHU BCE OpraHbl U CUCTEMbl. XaPaKTEPHBIMU KIUHUYECKUMU CUMNMO-
mamu seisiroTes (mo U. U. Jlenosy, I'. A. Menbaudenko, 2006):

1. ITopaxkeHHe KOKHU U MATKUX TKAHEHU:

— orpyOeHue 4epT JIHIIa;
— YTOJILLIEHHE NAJIbLEB;
— cebopes;
- yrpu,
— THUPCYTHU3M;
— mnpody3Has MOTIUBOCTH;
— THUAPAJICHHUT.
2. TlopaxeHue KOCTHOM CUCTEMBI:
— JIMacTeMa;
— NPOTHATHS;
— (pOHTATBHBIN TUIEPOCTO3;
— 3a00JIeBaHMs BUCOUYHO-HM)KHEUEIFOCTHOIO allapara;
— 0CTE0apTPUTHI;
— Jop3ajbHBIN Ku(o3.
3. IlopakeHue SHIOKPUHHOMN CUCTEMBI U META0OINYECKUE HAPYIIICHHUS:
— HapyuIeHHUEe MEHCTPYaJIbHOrO IUKJIA;
— JlakTopes ¢/0e3 runepnpoIaKTUHEMUN;
— y370BO# 300 ¢/0e3 HapylieHus GyHKIINH;
— TUNEPTPUTITULEPOJIEMUSL;
— HapylLIeHUE TOJIEPAHTHOCTH K IJIFOKO3€ M CaxapHbld QuadeT, ru-
NEPKAIbLUUYPHUS C YPOIUTHAZOM;
— XOJIEJIUTHUA3.
4. TlopaxeHue HEHTPATbHON U NepuPepuuecKorl HEPBHON CUCTEMBI:
— Cy>XEHUe noJieil 3peHus (Mpu CynpaceuisipHON aIeHOME);
— nape3 YepenHO-MO3TOBBIX HEPBOB;
— CHUH/JPOM 3aIICTHOIO KaHAaJIa;
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— TIPOKCHUMAaJIbHAsi MUOIATHUS;
— paaMKYJOMATHS.
5. TlopaxxeHue cepIeqHO-COCYIUCTOU CUCTEMBI:
— apTepualbHas TUIEPTEH3US;
— KapauoMuonaTtus (runepTpodus JIEBOro KelyJouKa, HapylleHue
CEpICUHOr0 pUTMa U JIp.);
— HapylIeHHe MO3TOBOI'0 KpOBOOOpAIICHHUS.
6. IlopaxkeHue nbpIXaTEIbHON CUCTEMBI:
— aIlHO? BO CHE;
— PpEeCTpPUKTHUBHBIE 3a00J1€BaHUS.

JIOTIOHUTENIbHBIMUA METOIAMH HcclieoBaHus (cM. «JlMarHocTuka BHICO-
KOPOCJIOCTH») IPHU TUIEPIPOAYKIUU TOPMOHA pOCTa SIBISIIOTCS YJIBTPa3BYKO-
BO€ MCCJIEAOBAaHME IIMTOBUIHOM JKEJIE3bl, CEpALa W OPraHOB MAJIOrO Tasa,
peHTreHorpadgusi OpraHoB T'PYJIHON KJIETKH, djeKTpokapauorpamma, MPT/KT
rpyAaHoi u OpromHoM nonoctu, onpenenenue CTIT B kpoBH, oTTekaromen u3
HUKHUX KAaBEPHO3HBIX CHHYCOB (TIpHU MOJO3PEHUH Ha 3KTOMHPOBAHHYIO IMPO-
nykuuto CTT'), onpenenenue yposusi ['P-PI" B chiBOpoTKe KpoBHU (IIpU MOA03-
PEHUU Ha IKTOMUYECKYIO POIYKIIMIO COMATOINOEPUHA).

Juacno3z akpomezanuu u cueaHmuzma noOmMeepPHCOAemcsi:

— npu 6a3anbHoM ypoBHe CTI" > 0,4 Hr/mit;

— muHuManbHOM ypoBHe CTI Ha one OI'TT >1 ur/mu;

— TIOBbIIIEHHOM ypoBHE NDP-1.

I'P-npoayuupyomasi ageHoMa KaK COCTaBJIAIOLIAA CHHAPOMOB
MakKpron—Ouaopaiita wiiu MIH-1. J{na cundopoma MaxkKeron—Onopaitma
(McCune-Albright) xapaktepHa cneyuguueckas mpuada: MOJIUOCTOTAYECKAs
¢ubposnas mgucrutazus, [P, crmenuduyueckne mUrMeHTHBIE TsATHA OJETHO-
ko(eitHoro npeta. [ITIP HaunHaeTCs MO3KE U MPOTEKAET MEIJICHHEE, YeEM TIPH
Apyrux (popmax mpexaeBpeMEeHHOro co3peBaHus. YacTo nepBbIM MPU3HAKOM Y
JEBOYEK SBJISIIOTCSI MATOYHBIE KPOBOTECUYEHNSI, BOSHUKAOIINE 33100 A0 IOSB-
JIeHUs TeJlapxe U aapeHapxe. KpoBoTeueHus BbI3BaHbl MOBBIIICHHBIM YPOBHEM
sctporeHoB. I1II1P y ManbunkoB HabMr01a€TCA 3HAYUTENBHO PEXE U XapaKTepH-
3yercs rumnepruiazuer kinerok Jleyaura. YpOoBHU TOHAaJOTPOIIHBIX T'OPMOHOB
OOBIYHO HU3KHE WJIM CYNPECCUPOBAHbL. Y HEKOTOPHIX MALMEHTOB MOKa3aTeln
JII' 1 ®CI" moryT noBbIIaTECA, BbI3bIBas pa3BuTre ncTUHHOTO [1I1P.

B OCHOBE 3HIAOKPUHHBIX HApYLICHHWI JIEKHUT CHOpPAJUYECKas MYyTalUs
reHa GNASI1 (ctumynsatop a-cyobenuauisl G-0eka), KOTOPhIA CBS3bIBACT pe-
nenropsl JII' u ®CI" ¢ ageHunaTiukia3oi B roHagax. MyTaHTHBIA O€JlOK TO-
CTOSIHHO aKTUBUPYET aJCHUJIATUUKIA3y MPU OTCYTCTBUM T'OHAIOTPOMHBIX IOp-
MOHOB, YTO BEJET K YCUJICHUIO CEKpenuu 3CTporeHos. [Ipeanonararr, 4ro my-
TaIs reHa MPOUCXOANT HA paHHUX dTanax sMOpUOreHesa.

Kaunuueckue nposenenus cueanmuszma unu akpome2aiuu y nayueHmos ¢
cunopomom MaxKeton—Onbpaiima Be13Banbl CTI-nipogyumpytomeil ageHoMon
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runoduza. ' unepnposakTUHEMHUS YacTO SABJISETCS COMYTCTBYIOIIUM MPU3HAKOM
y nereid ¢ runepnpoaykuuend I'P. 'uneptupeos nu aBTOHOMHO (Q)yHKIIMOHUPYIO-
1ye aJeHOMbI IIIMTOBUHOM kene3bl HaOmogatoTces y 33 % maiueHToB ¢ CUH-
apomoM MakKbton—OmnOpaiita. Bo3moxxHo pasButue cunapoma Kymmara
BCJICJICTBUE Y3J0BOI TMNEPIUIA3UN WU OAUHOYHOWU aIEHOMBI HAJIIOYEYHUKOB.
HesHiokprHHBIE TIOPAKEHUS BKJIIOYAOT APUTMHH, TSKEbII HEOHATaJIbHbBIN
XO0JIECTa3s.

Knunnyeckass kapTuHa TUTaHTHU3Ma C Pa3BUTHEM aJ€HOMBI MOXKET OBITh
MPOSIBJICHUEM CHUHJIIPOMA MHONCECMBEHHOU SHOOKpuHHOU Heonnazuu (MOH-1
cunopom) (cunopom Bepmepa). Jl7ig 5TOTO CUHIpPOMA 0053aT€IBHBIM SIBIISIETCS
HaJM4Yue TOPMOHAIBHO-AKTUBHBIX OIYXOJIEH MapaluTOBUIHBIX KEJe3, OCTPOB-
KOB IOKEITy J0YHOM JKeJe3bl, aIEHOMBI runogusa.

Yacrora 3abomeBanus coctasiser 1 : 30 000 yenoBek ¢ muKoM MaHHU(E-
CTallud Ha YETBEPTOU-MATON JAeKanax *KU3HU. YHMCIIO U3BECTHBIX HAOIIOACHUN
3TOTO CUHAPOMA B JETCKOM BO3pAacTe HEBEIMKO, BbIsABIeHHME MOH-1 no nmecs-
TUJIETHETO BO3pacTa peOeHKa OTMEYaeTcs B €AMHUYHBIX ciydasx. MOH-1 sB-
JsieTcst 3a00JIeBaHUEM C ayTOCOMHO-AOMHMHAHTHBIM THIIOM HACJIE€IOBaHUS WU
BCTPEYAETCS CIIOPAANYECKU. B €ro OCHOBE 4acTo JiexaT MyTalluu IeHa Cympec-
cuu onyxoieit MOH-1 (MeHuHa), pacnoioxkeHHOro Ha xpomocome 11q13.

Kimandeckass AMarHocTMKa CUMHAPOMA OCHOBaHA Ha OMPENEIICHUH y Ta-
LMEHTA ABYX W3 TPEX XapaKTEPHbIX MPU3HAKOB (aJ€HOM MapallUTOBUIHBIX Ke-
J1e3, S3HAOKPUHHBIX HEOIUIA3UM MOKEITYIOYHOU JKEJIe3bl U OIyXOJIeW aJeHOTH-
nodwusza). Jns cemeitnoit popmbl 3a00€BaHUS TOCTATOUYHO BBISIBUTH Y OOJIBHO-
ro OJWH TUIHWYHBIM cumnToM MOH-1 npn Hanuuuu poacTBEHHUKOB 1-1 crene-
HU POJCTBAa C OJHON M3 TpexX BBILIECYKa3aHHBIX omyxoiei. Omucano Oomee
20 pa3nuYHBIX YHAOKPUHHBIX U HEIHIOKPUHHBIX HEOIIa3uH, JIEkKAIIUX B OCHO-
Be MOH-1. Knaccuueckoit Tpuaae 3a007€BaHUs MOTYT COITyTCTBOBATh OIMYXO-
JIM HAAMOYEYHUKOB, OPOHXOB, FaCTPOMHTECTUHAIBHOIO TPAKTa, TUMYCA, JIUIIO-
MBI, aHTHO(UOPOMBI, IIBAHHOMBI, OITyXOJIU SIUYEK, HEHPOPUOPOMBL.

Onyxonu aneHorunodusa SBIASIOTCS MEPBBIM MPU3HAKOM KIMHUYECKOU
manupecraunu MOH-1 B 25 % cnopanuueckux u menee 10 % cemeiHbIX ciy-
yaeB. Onyxonu BcTpevatores y 15-90 % nanueHToB ¢ JaHHBIM 3a00JI€BaHUEM U
pa3IUYaroTCs MOKa3aTeNsIMU CEKPEIUU TUIO(PHU3apHBIX TOPMOHOB (MPOJIAaKTHHA,
TOPMOHA POCTa, AAPEHOKOPTUKOTPOIIHOIO TOPMOHA U JIp.) C PA3BUTHUEM Xapak-
TEPHBIX KIMHAYECKUX CUMITOMOB W/WIHM pazMepaMu o0pazoBaHus ¢ 3G hekTom
KOMIIPECCUU OKpYXaromux TkaHed. OnHON u3 HamboJee 4acTo BCTPEYaEMBbIX
rOPMOHAJIBHO-aKTHUBHBIX HEOIUIa3uil nepenHen noau runodusa ssisgercs CT7-
npooyyupyowas adeHomd, K TUIAYHBIM KIMHUYECKUM NpPH3HAKAM KOTOPOM
OTHOCSITCSI TUTAHTU3M, YBEIMYEHUE PA3MEPOB KOHEYHOCTEH, N3MEHEHUE BHEIII-
HOCTH (YKPYIHEHHE HOCA, SI3bIKA, YTOJILEHUE KOKH, HAJOPOBHBIX AYT, AUACTe-
Ma, IPOTHATU3M), CUHJIPOM KapnajlbHOTO KaHaja, Cy>KeHHE MOJIed 3peHus, mpo-
KCHMaJIbHasi MUOIIATHSI, apTepUalIbHAsl TUIIEPTEH3Hs], HAPYIIEHUE YTJIEBOJIHOIO
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oOMeHa, ranakropesi. CornacHo npunaromy B 2001 r. Koncencycy no nuarso-
CTUKE U JICYEHUIO MAIMEHTOB ¢ CUHApOMOM MOH-1, CKpUHUHIOBO€ MOHUTOPH-
poBaHuE aJ€HOM rumnogusa BKIIOYAET OINpPEACICHUE CHIBOPOTOUYHBIX KOHIEH-
Tpauui nposiaktuHa u U®OP-1, BeITONHEHNE MarHUTHO-PE30HAHCHOW TOMOIpa-
¢dbuu obacTu runodusa.

IIpexxneBpeMeHHOe M010BOE pa3BUTHE. BHICOKOPOCIOCTh MOXKET OBIThH
ogHuM u3 KimHW4Yeckux mnpusHakoB [IIIP. s IIIIP xapaktepHO mosiBiieHUE
HEKOTOPBIX WJIM BCEX BTOPUYHBIX IOJIOBBIX ITPU3HAKOB Yy JEBOYEK MIIAJIIE
8 J1eT WM y MajibuyuKoB Mitaamie 10 jer.

[Tpu uctunnom I[P dopmupoBanre BTOPUYHBIX MOJIOBBIX MPU3HAKOB
(M30CeKCyaNbHOE — COOTBETCTBYIOIIEE TEHETHUECKOMY U TOHAJHOMY IOJY pe-
OeHka), oOyCIIOBICHHOE aKTHBAIMe TUIoTajzaMmyca M THIEpceKpelueil roHa-
JIOTPOITHBIX TOPMOHOB, SIBJISIETCS 3aBEPLICHHBIM.

Jloxxnoe IITTP BhI3BaHO aBTOHOMHOM M30BITOYHOM CEKPEIME 3CTPOreHOB
B HAJIMOYEYHUKAX WM SUYHHUKAX Yy JIEBOUEK JIMOO MPUEMOM ACTPOTCHOB WIIH
TOHAJOTPONHBIX TOPMOHOB, WM ABTOHOMHOM THIEPCEKPEHHMEN aHIpPOrE€HOB
WM XOPUOHUYECKOTO TOHAJOTPOINMHA Y MaJbyuMKOB. Bcerna He3aBeplIEHHOE.
MoskeT ObITh H30CEKCYaIbHBIM U T€TEPOCEKCYaIbHBIM.

[TocnenoBaTeabHOCTh PA3BUTHUSI BTOPUYHBIX MOJOBBIX MPU3HAKOB OOBIY-
HO Takasi, KaKk ¥ Py HOPMaJIbHOM IOJIOBOM CO3PEBAHHM, TyOEPTAaTHBIN CKauOK
pocta coctaBiger 8—12 cm B roa. [loa BiIMsIHUEM MOJIOBBIX TOPMOHOB 3HAYH-
TEJIBHO YCKOpSAETCS 3aKpbITHE SMU(U3APHBIX 30H POCTA, BCIEICTBHE YETO
OKOHYATEJIbHBIM POCT MALIMEHTOB 3HAYUTEIBHO HUXKE T€HETUUECKOTO.

I'omouucTuHypusi (CHHOHMM: JAe(PUUMT CHHTE3a NUCTATHOHUHA).
Munumanshvle ouaznocmuyeckue npusHaku.: MaphanonoaoOHbI GpeHoTuI, Mo-
BBIIICHUE KOHLUECHTPAlMM METHOHMHA U TOMOLMUCTHHA B MO4Y€ U KpoBu. [lomy-
JSAUAOHHAST 4YacTOTa HEW3BECTHA. THUII HAciIeIoBaHWS — ayTOCOMHO-
PELIECCUBHBIN.

BuemHuii BujJ HanmoMuHaeT MaIMEHTOB ¢ cuHApoMoM Mapdana. Cke-
JIETHbIE AHOMAJIHMM BKJIIOYAIOT JOJIMXOCTEHOMEIHUIO, BOPOHKOOOPA3HYIO WIIH
KWJIEBUJIHYIO Ie(hOpMAaIUIO TPYIHOM KIETKH, CKOJIHO03, Ie(opMaInio KOJIEHHbIX
CyCTaBOB, M3MEHEHHE (POPMBI M pacroioKeHus 3yOOB, OCTEONOPO3, CKIOH-
HOCTh K Il€peromMaM, OTpaHWYEHUE MOABUKHOCTH CyCTaBOB. YacTo y nereil ¢
TOMOIIMCTUHYPHUEH HMMEIOTCS TMOJBBIBUX XPYCTaluka, MUOMHS, aTpousi 3pH-
TEJIBHOIO0 HEPBa, OTCIONKA CEeTYaTKH, riiaykoma. OTMedaeTcsi yMCTBEHHas OT-
CTaJIOCTh PA3JIMYHOM CTEIIEHU BBIPAXKEHHOCTH.

Hepenxo HaGmromatorcs TpoMO03 KOPOHAPHBIX, COHHBIX, MOYEUHBIX ap-
TepHi, TeHEePATN30BaHHbBIN BEHO3HBIH TPOMOO03, KOTOPHIE SBISIOTCS MPUUUHOMN
pPaHHEN CMEPTH.

B nna3Me BBISBISIOTCS NOBBIIEHHE KOHIEHTPAIMA METUOHUHA, TOMOLIH-
CT€MHA U F'OMOLMCTHMHA, YMEHBIICHUE KOJIWYECTBAa HHUCTUHA. [loBbIIeHa 3KC-
Kpelus ¢ MO4OM TOMOIIMCTHHA.
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47 XYY-cungpom (YY-cunapom). Munumanvuvie ouaeHocmuyecKue npu-
3HaKU: BBICOKOPOCIIOCTD, JIETKas 3aJepXKa YMCTBEHHOro paszurus. Yacrora —
1 : 800 manpuukam. [Ipaktuuecku Bcerga Bo3HuKaeT de novo. OueHb peaKo
BCcTpeuaercs mo3animsM ¢ 45 X wnm 46 XY.

VY nmanueHToB OTMEYaeTCs MPEBBIIICHHE TeHETUUECKOro pocTa 0oJiee ueM
Ha 10 cMm, Hepenko poct aeteld ¢ YY-cunapom pocturaet 1,95-2,15 cm. Ot™me-
YaroTCsl HENPOIOPIUMOHAIBHO JIJIMHHBIE KOHEYHOCTH, JIMHHbIE KUCTH U CTOIBI,
TEHJICHIMS K Makpoledainu, aHTUMOHTOJIOWHBIM pa3pe3 ria3, rIyOoKo pac-
MOJIO’KEHHBIE IJ1a3a, TOTHUecKoe Hebo, Aeopmalius yIIHbIX pakoBUH U ap. Ha-
Onro/1aeTcs JIETKOe CHIDKEHHE MHTEIIeKTa. DepTUiibHOCTh HOpMalbHasi, JTUOH-
JIO TIOBBIIIICHO. XapaKTePEH BAPUKO3.

I'uneprupeonausm. JlaHHbIA CUHAPOM OOYCIOBJIEH M30BITOUYHBIM CHH-
T€30M U CEKpeuued TUPOKCHHA U TPUHOJTUPOHHHA U XapaKTEpU3yeTCs yCuile-
HUEM OOMEHa BEIIECTB BO BCEX TKAHSIX-MHILEHAX ATUX TOPMOHOB.

Ipuuunamu mupeomoxcukosa SBISIHOTCA NUPQPY3HBIA TOKCUYECKHUI 300
(6onesnn I'peiiBca—baszenoBa), Tokcuueckas ajeHOMa IIMUTOBUIHOMN >KeJe3bl,
Ype3MEPHOE KOJUYECTBO TUPEOUJTHBIX TOPMOHOB, H30BITOK THUPEOTPOIHOIO
TOPMOHA, TUPEOTOKCHUYECKAss CTaAUsl MOJOCTPOTO TUPOMUJNTA, XAUIUTOKCHKO3
IIPU XPOHUYECKOM JTUMDOIUTAPHOM TUPOUIUTE, HOA-UHIYITUPOBAHHBINA TUPEO-
TOKCUKO3. B 98 % ciyuaeB THpEOTOKCUKO3 Yy JIeTell 00yCIIOBJIEH pa3BUTHEM 0O-
ne3nu ['peiisca—bazenosa. bonee 75 % nereit 3a60eBa0T B IEpro1 OJIOBOTO CO-
3peBaHus. JleBouku 60neroT B 4—6 pa3 yaile MabuMKOB. | eHeTHueckas npeapac-
MOJIOYKEHHOCTH ompeiensieTcs accouuanueit ¢ anrurenamu HLA B 8 u Bw 35.

OcHoBHbIE KIUHUYecKUue nposisnenusi: opranpmonatus ['peitsca — 50 %,
YBEIIMYEHHE PA3MEPOB IMTOBUIHOM kKene3bl — 99 %, HapyLIeHUs cO CTOPOHBI
CEpJIEYHO-COCYIUCTOM cucTeMbl (Taxukapausa — 85 %, apuTMuu, yBeJIHUYEHUE
NyJIbCOBOTO JAaBieHUs (MuTpanbHas peryprutamusi) — 40 %). Ormeuarorcs
BO30yAMMOCTb, PA3APAKUTEIBHOCTb, SMOIMOHANIbHAS JTAOWJIBHOCTh, Hapylle-
HUE KOHILICHTPAllUd BHUMAaHHUA, MEJIKUN Tpemop, runeppediiekcus. Y neBoyek
MO>KET HaOJII0aThCS 3a/IepKKa MEHapXe, Y MATbUUKOB — TMHEKOMACTHSI.

[Ipn TUPEOTOKCHKO3€ XapaKTEpPHO KPAaTKOBPEMEHHOE YCKOPEHHE pOCTa,
IpU 3TOM KOCTHBIM BO3pacT ONEpekaeT MaclopTHhIA Oojee yem Ha 1 rop.
OKOHUaTeNbHbIA POCT NAMEHTOB C TUPEOTOKCUKO30M HE BBIXOAUT 3a MPEIEIbI
IF€HETUYECKOr0 POCTOBOTO KOPHUIOPA.

Jluaenosz mupeomokcuxko3a NOATBEPKIAECTCS ONPEICTICHUEM B CHIBOPOTKE
HU3KHX WIH CYINPEMUPOBAHHBIX 3HAYEHUU TUPEOTPOIHOIO TOPMOHA, MOBBI-
HIEHHBIMH YPOBHSAMH 0OIEro/cBOOOAHOTO TUPOKCHMHA U OOLIEro/CBOOOJIHOIO
TpuiioaTuponurHa (T3 TOKCHMKO3 XapakTepeH Il pAaHHUX CTaauil 3a00JIEBaHUS U
MPEAIIECTBYET MOBBIINICHUIO TUPOKCHHA), MOBBIIIEHHBIMA TUTPAMU AHTUTEI K
TupeouiHoN mepokcuaaze (anturena k TIIO) u perenTopam TUPEOTPOITHOTO
rOpMOHA.
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ITOCTHATAJIbHOE ONEPEXEHUE ®U3UYECKOI'O PA3BUTUS,
BEAYHIEE K BBICOKOPOCJIOCTH Y B3POCJIBIX

CemeliHas (KOHCTUTYIIMOHATbHAS) BEICOKOPOCIOCTh (cM. Bhiie). dedm-
HUT aHJAPOreHOB WU 3CTPOreHOB/Pe3UCTEHTHOCTh K 3CTporeHaMm (y MaJjib-
ynkoB). OCHOBHBIM CUMIITOMOM A€(PHUIIMTA MOJIOBBIX TOPMOHOB Y MaJbYUKOB
SBIISIETCS JOMyOepTaTHbIN 00beM stmdek (10 4 mut) Kk 14 rogam, y J1eBOYeK —
OTCYTCTBUE Pa3BUTHs MOJIOYHBIX >KeJe3 K 13 rogam w/wim MEHCTpyalbHOU
dbynkuun K 15 rogam. Y moJIpOCTKOB OTCYTCTBYIOT BTOPUYHBIE MTOJIOBBIE TIPH-
3HAKU: Y MaJIbYMKOB — MYTAallMs T'0JIOCA, OBOJIOCEHUE Ha JIMIIE, MbIIIEYHAs TH-
nepTpodus TIEUEeBOro Mosica, aKTUBHOCTH MOTOBBIX M CAJIbHBIX JKEJe3, Y JACBO-
YeK — IIepepaclpeiesicHue Kupa o KEeHCKoMmy Tumy. Ilpu mnmurensHon 3a-
JIEP>KKE MOJOBOTO CO3PEBAHUSI OTMEYAIOTCSI POCT KOHEYHOCTEH, CHUKEHHUE CO-
OTHOIICHUSI BEPXHETO W HIKHETO CETMEHTOB Teja, (OPMHUPOBAHNE €BHYXOM/I-
HBIX npornopuuid. AuddepeHuupoBka KOCTHOTO CKenera A0 myOepTaTHOro BO3-
pacta COOTBETCTBYET (DaKTUUECKOMY BO3pacTy pedeHKa, u TOJbKO ¢ 13—14 net
Ha0II0/1aeTcsl OTCTaBaHUE KOCTHOrO Bo3pacTa. KOHEUYHBIN pOCT HEIeYeHHBIX
JeTel MOXKET MPEBBIIIaTh TEHETUUECKH IETEPMUHUPOBAHHBIN POCT, TaK KakK 30-
HBl POCTa JIOJITO OCTAIOTCS OTKPBITHIMU, U CHOCOOHOCTHh K JIMHEWHOMY POCTY
coxpansiercst 10 20 et u 6oJee.

Tectukynsipuass ¢emunuszaumusa. CHHIPOM TECTUKYJSIpHON (HeMHUHHU3AUU
(PE€3UCTEHTHOCTH K aHJPOT€HaM) OTHOCUTCA K TPYIE JI0)KHOTO MY>KCKOTO
repMagpoauTu3Ma.  PacmpocTpaHEHHOCTh ~ CHHApPOMA  COCTaBISIET  OT
1:20000 g0 1 : 64 000 HOBOPOKICHHBIX MAJTBLYHKOB.

MuHMMaNbHBIE TUAaTHOCTUYECKUE MPU3HAKU: aMEHOpesi, 6eCII0ANE, KApUOTHUIT
46 XY, HEOpAa3BUTOCTh BTOPUYHBIX ITOJIOBBIX NMPU3HAKOB. BBIAECIAIOT 1BE OC-
HOBHBIE (DOPMBI CHHAPOMA: MOJTHYI0 — (hopma, TPH KOTOPOU HAPYKHBIE TIOJIO-
BbIC OpPTraHbl UMEIOT HOPMAJIBHOE CTPOEHUE IO KEHCKOMY THUITY, U YACTUYHYIO
— ¢opma, Ipu KOTOPOU CTPOECHUE HAPYKHBIX TEHUTAINN OTpa)kaeT pa3IMuHyIo
CTEIMEeHb MaCKYJMHU3ALIUH.

B ocHOBE aHIPOr€HOBOW HEUYBCTBUTEIBHOCTU JIEKUT OTCYTCTBUE AKTHU-
BallMM I'€Ha PELENnTopa aHIPOreHa U HAPYLIEHUE CBS3bIBAHUSA C HUM TECTOCTE-
pOHA M €r0 aKTUBHOI'O MeTaboyiuTa — Jeruaporecrocrepona. Hapymenue pe-
[IENTOPHOTO CBSA3BIBAHUS C TECTOCTEPOHOM U €ro aKTUBHOU (HhOPMOI MPUBOAUT
K OTCYTCTBHUIO aJICKBATHOI'O OTBETA Ha aIPOr€HOBBII CTUMYJI, UTO MPOSBIISIETCS
(dbopMHpOBaHUEM HAPYKHBIX TEHUTAIHH 0 KeHCKOMY TuIy. HopmanbHas mpo-
OYKIUs aHTUMIOJUIEPOBOTO (haKTopa SIMYKaMU MPUBOJUT K pEerpeccuu y O0Jb-
HBIX TIPOM3BOIHBIX MIOJIJIEPOBBIX MPOTOKOB (MaTKH, (pajuTOMUEBBIX TPYO, BEpX-
Hel yacTu Biaranuiia). HukHss yacTh Biaraivila yKOpoueHa W CIIETO 3aKaH-
YUBAETCS, OOJBIITNE TIOJIOBBIC TyOBI HEAOPA3BUTHI.

[IpousBoanbie BONIB(OBBIX MPOTOKOB (CEMSABBIHOCSIINI MPOTOK, CEMEH-
HbIE MY3bIPbKU U MPUJIATOK CEMEHHUKA) B PA3JIMYHON CTETNIEHU TUIIOIIa3UpOBa-
HbI, MOT'YT HaXOJIUThCS B OPIOITHOM MOJIOCTU WJIM MAXOBBIX KaHAJIaX, pexe — B
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OOJBIIMX MOJOBBIX ry0ax. SIMUKM HOPMAJIBHO Pa3BUBAIOTCS B NPEMyOepTaTHOM
BO3pacTe, OJHAKO TMCTOJOTMYECKHM OTMEUYaeTcsa TUnepIuia3us KieTok Jlendaura.
B nyGeprare nabmonaercs quddy3Hoe Wid y3JI0Boe MepepokIeHre TUepIiia3u-
poBaHHBIX KieToK CepToiin ¢ pa3BUTHEM TyOYJIsIpHBIX afgeHoM. IIponecc cniepma-
TOreHe3a 3aKaHYMBaeTCs Ha paHHel (aze, 10 CO3pEeBaHuUs CIIEPMATO30HI0B.

[Ipu mosHOM HEYYBCTBUTEIBHOCTU K aHAPOTeHaM OOJbHBIE C POXKICHUS
BOCIIUTHIBAIOTCA B )KEHCKOM MAcmopTHOM moJe. [lcuxocekcyalibHOE MOBEICHNE
COOTBETCTBYET KEHCKOMY THIy. B mybepraTHOM BO3pacTte GopMHUpyeTCs HOp-
MaJIbHBIN KEHCKUN (GeHOTHM. Y OOJBHBIX XOPOIIO Pa3BUTHI MOJIOYHBIE KEJIE3bI
¢ mudepeHITUPOBAHHON JKEJIE3UCTON TKaHbIO, TTOJIOBOE OBOJIOCEHHE C1a00 BBI-
paXeHO WM OTCYTCTBYET. OTMEUaeTcs NPEeBbILIEHUE KOHEUHOI'O POCTa JAHHOM
IpyNIbl MallMEHTOB OTHOCUTENIBHO UX (DEHOTHIMHMYECKU-TEHETUYECKUX MOoKa3a-
TeJeH, YTO BEPOSTHO OOYCIOBJICHO BIMSIHUEM T'€HOB, SKCIIPECCUPYIOIINXCS Ha
Y-xpoMocoMe.

[Ipu naboparoprHoM oOcneqoBaHUU OONBHBIX C MOJTHOU (hopmoii 3aboe-
BaHus ypoBHM JII' moBsimensl, ®CI" — HOpMasibHBIE. BBICOKME 3HAUECHMS TeC-
TOCTEPOHA SIBJISIIOTCS PE3YJIbTATOM IOBBIIICHHON 110 MEXaHU3MY OOpaTHOM CBsI-
3u cekpeuun JII'. KonBepcusi TectoctepoHa B AETUIPOTECTOCTEPOH CHIXKEHA.
KoHuentpanuu 3, npeBbIlIalOT YPOBHH, XapaKTEPHBIC IS HOPMAJIbHBIX MYXK-
YUH, HO HU3KHE IO CPABHEHUIO C HOPMATUBAMHU JJIs KEHIIUH B (HOJUTUKYIUHO-
Byto a3y nukia. [loBblleHHbIE TTOKa3aTean D, SBISIFOTCS CJIEICTBUEM IEpH-
bepuueckoil apomaTu3ay OOJIBIIOTO KOJUYECTBA TECTOCTEPOHA U JAOCTaTOY-
HBI /U1 (PeMUHM3AIMY TMAlMeHToB. B mepuoje mybeprara 0osbHBIE 00paIarT-

Csl K Bpady I10 IOBOAY OTCYTCTBHSI MEHCTPYyaLUH.
lManmepnpoaykmust ropMoHa pocra, cuaapoM Mapdana, cuaapom Kialindentepa, 47 XYY-
CUHPOM (CM. BBIIIIE).

JleueHue rumnepceKpenuu ropMoHa pocTa

I nasnvie yenu nevenus:

— YCTpaHEHHE KIIMHUYECKHUX CUMITTOMOB 3a00JICBaHUS;

— n"opmanmzauus cekpeuun CTI' u UOP-1, UOPCB-3;

— JMKBUJAIUSA UCTOYHUKA NOBbIIEHHON poaykuuu CTT;

— TpeaynpexIeHue peruiuBa 3a001eBaHusl.

Ocnosnvie memoovl eyenus:

— XUPYPrU4YECKHL;

— MEJIMKaAMCHTO3HBIM;

— JIy4YEBOM.

Xupypruueckoe Jjiedenue. B HacTosiiiee Bpemsi aJleHOMIKTOMHUS SIBJISI-
€TCSL MemoooM 8blO0pa Npu redeHuu akpomezaruu u eueanmuszma. Crnocod ore-
PaTUBHOI'O BMeEIATENbCTBA (TpaHCCHEHOMAAIBHBIA WM TPaHCKPAHUAJIBbHBIN)
OTIpeNIeNIAeTCS pa3MepaMu aJ€HOMBI U OCOOCHHOCTSIMHU €€ PacIpOCTpPaHEHUS.
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['1aBHBIM MPEUMYIIECTBOM ONEPATUBHOTO BMEIIATEILCTBA SIBJIACTCS OBICTPHIMA
addexr. [Ipu ycnenHol (paaukaibHOM) ONepalvi B paHHEM IOCJIEONepaly-
OHHOM Tmiepuoje orMmevaercs Hopmanuzauus ypoBHed CTIN (<1 Hr/mn npu
OI'TT) u nokazareneit UDP-1 (COOTBETCTBYIOT BO3PACTHBIM MapaMeTpam).

Pemuccust 3a00sieBaHus 3aBUCUT OT pa3Mepa U XapakTepa pacipocTpaHe-
HUS aJICHOMBI (TIPU SHIOCEIUIIPHON aJIeHOME YacTOTa PEMUCCUU COCTABIISIET A0
88 %, mpu 3KcTpaceusipHO — 110 45 %), CTENEeHN TEXHUYECKOTO OCHAILICHUS
(MCIIOJIb30BAHUE SHJIOCKOIMYECKOTO KOHTPOJIS,, HEMpOHABUT AU, UHTPAOIIEepa-
IIMOHHOTO TOPMOHAJILHOTO aHanu3a 1 MPT-koHTpoIs), KBaMpUKauu HeUpo-
xupypra (onsIT — He MeHee 200 onepanuii ¢ IPUMEHEHUEM SHIOCKOIIMYECKOTO
KOHTpOJIs, HelpoHaBuraiuu). OTCyTcTBUE MOP(OJIOrHYECKUX MPU3HAKOB ar-
PECCUU OIYXOJIM ¥ TPU3HAKOB €€ MHBA3UU TAKXKE CBUJIETEIILCTBYET O PEMUCCUU
3a00JIeBaHUSI.

[Ipu ycrnenHoMm ornepaTMBHOM BMEIIATEIbCTBE YACTOTa MOCIEONEPALMOH-
HBIX OCJIOKHEHMI (Ha3aJibHasi JIMKBOPES], HeCaXapHbIi JAUa0eT, TUIIOMUTYUTAPU3M,
3pUTENbHBIE HAPYIICHHUS, MEHMHTUT) COCTABIIsIET He Ooee 2 Y.

Tepanusi ananoramu comatocTaTtuHa. B HacTosee BpemMsi pUMEHs-
10TCs 3 Kjlacca JIeKapCTBEHHBIX CPEJICTB:

— aHaJOrd COMaTOCTAaTHHA;

— AHTAaroHMUCTHI peuentopos ['P;

— aroHHCTHI J0(HaMUHOBBIX PELIENTOPOB.

JnumenvHo Oetlicmsyrowue celeKmueHvle aHalocu COMAmMocCmamuta (OK-
mpeomuo, aaupeomuo, canoocmamun-JIAP) SBISIIOTCA mpenapaTaMyd BbIOOpa
IpU MEIUKAMEHTO3HOM JICUEHUH aKpOMEeTraliuy U rurantusma. [Ipumensitores:

— TMpU TEpanuH B IMOCJICONEPAMOHHOM Tepuoje, eciau HedPPEeKTUBHO
XUPYPru4ecKoe BMEMIATENbCTBO;

— I0CJI€ JIy4eBOM Tepanuu A0 JOCTHKEHHUS €€ Pe3yibTarTa;

— B NPEIONePallMOHHON NOATOTOBKE (YMEHBIIAIOT pa3Mephl OMyXO0JH);

— TpU NEPBUYHOMN Tepanuu OOJIbHBIX, OTKA3aBIIUXCS OT OINEpaluu WK
MMEIOIIUX TTPOTHUBOIMOKA3aHUS.

Knunnueckuit 3¢dext ObICTpbli U BbIpakeHHBIH. Y 95 % O0oJbHBIX
yIIydliaeTcss oO0Illee COCTOSIHHE, YMEHBIIAIOTCA TOJIOBHAs 0OJb, OTEYHOCT,
MOTJIMBOCTh, apTpaidruu. OTMeuaercss oOpaTHOE pa3BUTHE HAPYIICHHM CO CTO-
POHBI CEPACUHO-COCYAUCTON CUCTEMbI: YMEHBIIAIOTCS CUMITOMbBI KapAUOMHUO-
MaTUM, CHUXKAIOTCS CHUCTEMHAas apTepualibHasi TUIIEPTEH3Us, JIEBOKEIYJOUKO-
Basi TUIEPTPODPUS, YIyUdIIAIOTCS TeMOJAMHAMUYECKUE MMOKa3aTeNld, YMEHbIIIACT-
Csl YaCTOTA HOYHBIX aIHO?.

Anmazonucmol peyenmopos I'P (necéucomanm) — camoe 3(eKTUBHOE Me-
JMKaMEHTO3HOE CPEJICTBO JICUEHHUsI aKpOMEraiuu U rurantusma. Yepes 3 mec. ot
HavaJia Teparuu peMuccus 3adosieBanus HaOmonaercs y 97 % naumeHTos.

[lerBucoMaHT IPUMEHSIOT MIPU OTCYTCTBUU d(DPEKTUBHOCTU OT TEpaUuu
aHaJoraMu COMaTOCTATHHA MPU CPOKE JICUCHHS HE MEHee 3 MecC. WU MpHU Co-
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XPaHEHHUH BBIPAKEHHBIX MOOOYHBIX 3((PEeKTOB mociie 6 Mec. Tepanuu, HECMOTPS
Ha KJIIMHUKO-TOPMOHANBbHYIO 3((HEKTUBHOCTh JaHHBIX MpenaparoB. OTMeuyaercs
HOpMaJIM3alisl YPOBHEN UHCYJIMHA, TUIUIOB.

Azonucmol 0oghamunoswix peyenmopog HUCNIOIb3YIOTCS MPU HEBBICOKOU
aKTUBHOCTHU 3a00jeBanus (ypoBeHb MDP-1 He 60mee 750 HI/MI) U HAUIMYUH Y
6onpHOrO cMmemanHon (CTT -nposlakTHH-CEeKpEeTUPYIOLEeH) aIeHOMBbI TUIO(pu3a
KaK JIONOJIHUTEIbHAS TEPANUs K XUPYPruuecKOMY JICUCHHUIO/TyueBOM TEpAMHH.
Bo3moxkHa KOMOMHAIMS ¢ aHAIOraMHU COMAaTOCTaTHHA.

JlyueBasi Tepanus (y-Tepanus, MPOTOHOTEPANHNs) 3aHUMAET TPEThE Me-
CTO I10 3HAYMMOCTH B JICYEHUH aKPOMETAJIMU U TMTAHTU3Ma U3-3a CYILECTBEH-
HBIX HEJOCTAaTKOB (OTHAJCHHOCTh BO BPEMEHHU IMPOU3BOAMMOTro 3¢ dekra: He
paHee 6—24 mec. OT MOMEHTa MPOBEACHUS OOJIyUEHUs; pa3BUTUE ITAHTUIIONU-
tyuTapusma y 60 % O0JIBHBIX) U COBEPIICHCTBOBAHUS METUKAMEHTO3HBIX U XU-
PYPrUYECKUX METOJIOB.

OIEHKA D®®EKTUBHOCTHU JIEYUEHUS

s ouieHKH 3PGEKTUBHOCTH MPOBOJMMOM TE€panuu KOHTPOJb YPOBHEH
CTT' m U®P-1 nmpoBoaurcs yepe3 3—6—12 mec. or Hayana tepanuu, MPT-
KOHTpOJIb — uepe3 6—12 mec. Kputepusimu pemuccuu runepcekperuu I'P sB-
JSIOTCS KIMHUKO-TOPMOHAJIBHBIE MOKA3aTENH, YCTAHOBJICHHBIE HA OCHOBAaHHUU
KoHceHcyca Benymux HEMpPOIHIOKPUHOIOTOB U Helpoxupypros (A. Guistina,
A. Barkan, F. F. Casanueva et al., 2000) (Ta6. 3).

Tabauya 3

Kpurtepun pemuccuu akpomeraauu (THraHTH3Ma)

CreneHb KOHTPOJIA Kpurtepun
ITonnas pemuccus OTtcyTcTBHE KIMHUYECKUX IPU3HAKOB AKTUBHOCTH.
CTTI 6azanpHBIH < 2,5 HI/MIIL.
Munumanssbiil ypoBerb CTI va pone OI'TT < 1 ar/mi.
Hopmanbabiii ypoBeHb MPP-1 cOOTBETCTBEHHO MOy U BO3pPaCTy

Henonnas pemuccust | OTCyTCTBUE KIMHUYECKUX MTPU3HAKOB aKTUBHOCTH.
Munumanesubiit ypoBenb CTI Ha dhone OI'TT >1 ur/mi.
[ToBpiieHHbIN ypoBeHb MMDP-1

OtcyrtcrBre pemuccuu | Hamuune KIMHUYECKUX TPU3HAKOB aKTUBHOCTH.
Munumanssbiil ypoBerb CTIM na ¢pone OI'TT >1 ur/mu.
IToBbiieHHBIN ypoBeHb TDP-1
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Jleyenne ceMelHOM (KOHCTUTYLHHOHAJILHOM)
U CHHAPOMAJIbHOI BBICOKOPOCJIOCTH

llokazanusamu N5 Ha4asa JEUYEHUS SABISIFOTCS:

— MPOTHO3UPYEMBIN pocT 6onee 3 SD oT cpennHux 3HaYEHUH IS T0JIa
(198 cm mrst manbumkoB 1 180 cM 11 1eBOYEK);

— HaJIW4Me 3HAYUTEIbHBIX ICUXOCOIUATBHBIX MPOOIEM.

[IpumeHstoTCST IpenapaTbl MOJOBBIX CTEPOUIIOB, KOTOPHIE BBI3BIBAIOT
paHHee MOJIOBOE CO3pEBaHUE U OBICTPOE 3aKphITHE SNMU(PU3APHBIX 30H POCTA.

HauyunaTh nedeHue y A€BOYEK CIIEAyeT MpPU JOCTHKEHUH KOCTHOTO BO3-
pacta 11-11,5 ner. Ilpemaparsl ACTPOr€HOB YMEHBIIAKOT IPOTHO3UPYEMBIN
poct Ha 5-10 cm. TpaauIMOHHO HAYMHAIOT TEPANUIO BBICOKOPOCIOCTH C Ha-
3HAYEHHUs dTUHUIACTpaauona per os B no3e 0,15-0,5 Mr/cyt o 3akpbITusi 30H
pocta. [Ipu HEOOXOIMMOCTH Yepe3 roji MOHOTEPAITUKU 3CTPOTeHAMU NEPEXOASIT
K HUKJIMYECKOW Tepanuu 3CTPOTreH-NPOrecTareHOBbIMU MpenapaTamu.

Y ManbyuKOB HCHOJB3YIOTCS MPEUMYIIECTBEHHO NPOJIOHTUPOBAHHBIC
npenapatbl 3pUpoB TecTocTepoHa. JleueHne HaYMHAIOT TP JOCTUXKEHUU KOCT-
Horo Bo3pacta 13—13,5 ner. [IpumeHsitoT TecTocTepoHa 3HaHTAT B 03¢ S00 mr
KaXX/ible 2 HEeJl. BHYTPUMBIIIEYHO HA MPOTSKEHUH 6 Mec.

[To6ounsie 3(h(PexThl TOPMOHATHHOW TEpanmuu BKIIOYAIOT HAPYIICHUE
JUOUAHOTO CHEKTPa, CKIOHHOCTh K TPOMOO3MOOINH, XOJIEIUTHA3, apTepUalb-
HYI0 TUINEPTEH3UI0, HApYLIEHUE MEHCTPYaJIbHOTO IIUKJIA.
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