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OO6001IIeHbl  COBPEMEHHBIC AaCMEKThl JTHUOIMATOTEHE3a, KIAacCU(UKAIUU, KIMHUYECKUX
MPOSIBIICHUHN, TUATHOCTHKU WM AU(PPEpeHIINaTbHON NUAarHOCTUKU, JICYCHUS BBICOKOPOCIOCTH Y
JIETCH.

[IpenHasHaueHo ISl CTYACHTOB MEAMATPUYECKOrO U JiedeOHOro (hakylnbTeToB 5-6 KypCOB,
Bpaqefl-HHTepHOB, KIIMHUYCCKUX OpI[I/IHaTOpOB.



CIIUCOK COKPAIIIEHUN
AKTT — angpeHOKOPTUKOTPOITHBI TOPMOH
['P — ropmoH pocra
['P-PI" — ropmMOH pocTa-puianu3uHT TOPMOH
3, - acTaguon
N®P-1 — uncynunonono0HsI aktop pocra-1
N®P-2 — uncynuHOno100Hb1# dakTop pocTa-2
NOPCBH-3 — nncynuHOonogo0HbIH (hakTop pocTa CBA3bIBAIONINI 0eI0K-3
KT - xommnbroTepHast Tomorpadus
JII" — IFOTenHU3UPYIOLIHUN TOPMOH
MTP — MarHuTHO-pE30HAHCHAs] TOMOTpadus
OI'TT — opaybHBII TTTIOKO30TOJIEPAHTHBIN TECT
[IIIP - mpexx1eBpeMEHHOE MTOJI0BOE PA3BUTHE
TTI — THpeoTPONHBI TOPMOH
CK - cunnpom Knaitadenrepa
CTT — comaTOoTpONHBINA TOPMOH
OCI" — homUKyIOCTUMYTUPYIOIINUI TOPMOH

SRY — unu TDF — ¢akrop, onpeaenstonuii pa3BUTHE SUYKa



BEJIEHUE

B Hacrosimiee BpeMs B KIMHAYECKOM TMpakTHKEe MpolsieMa JICUYCHHs
BBICOKOPOCJIOCTH y JIET€ CTAHOBUTCS MEHEE aKTyaJlbHOM. JTO CBSI3aHO C TEM, YTO B
COBPEMEHHOM OOIIECTBE BBICOKHUN POCT CUMUTACTCS CKOpEE MPEUMYILIECTBOM, UYeM
HEJIOCTATKOM.

BbIcOKOPOCJIOCTD Yy JeTel XapaKTepu3yeTcsi NMpeBbINIeHUEM pocTa 0oJiee
+2.0 SDS (k03¢ dunueHT CTAHAAPTHOrO OTKJIOHeHMs) (2.3 mepueHTHJIsA) IJIA
JAHHOT'0 BO3PacCTa, 10JIa U MOILYJISIIIHH.

KIJACCUPUKAILIUA BBICOKOPOCJIIOCTH

[Ipy4rHBl BBICOKOPOCIOCTH y JAETe pa3HOOOpa3Hbl W pa3InyaroTcs IO
sthoniorud W maroreHesy. CormacHo — KiIacCH(UKAIUM  TEeIUATPUUSCKHUX
SHJIOKPUHOJIOTHYECKUX JTMArHO30B, MPUHIATOM EBpPOINENCKON acCOUMalMENd JTETCKUX
suokpruHoiIoroB (ESPE, 2007) BeiaesatoT 3 moArpynibsl BEBICOKOPOCIOCTH (Tadu.1):
NepBUYHAs, BTOPUYHAS U UJIMOINAaTUYECKasi. B HEKOTOPBIX PyKOBOJCTBaX MO JETCKOM
SHJIOKPUHOJIOTUM BMECTO TEPMHUHA “NEPBUYHBIC HAPYLICHUS POCTa’ HCHOJIb3YETCA
“nucMopdurUecKkue CHHIPOMBI C BBICOKOPOCTOCTBIO” .

Tabnuua 1

Knaccudukanus Beicokopocioctu y aeteit (ESPE, 2007)

dopma MKB-10

1. IEPBUYHbLIE HAPYIIEHUA POCTA

1.1. Knuaudecku omnpezensembie (QUCMOp(PHUECKUE) CHHIPOMBI
C HapyIICHHWEM TOJIOBBIX XPOMOCOM,  BKJIIOYAIOIIUE
aHEYIUIOUINIO




1.1.1. Cuagpom Klinefelter (47 XXYVY) Q98.0
47 XYYV cungpom Q98.5
Cunapom pparuibHON X XPOMOCOMBI Q99.2

1.1.2. Cungpom 47 XXX Q97.0

1.1.3. lpyrue cnenuduueckne X U Y aHEYIIOUIHBIE CHHIPOMBI Q97.1

Q97.8
Q98.8
1.1.4. Ipyrue cuHApOMBI, HecrielupuIecKue Q97.9
Q98.9

1.2.  Jlucmopduueckue CUHIPOMBI BCJIEJICTBUE
MeTabOTMYECKUX/COSTUHUTEIFHOTKAHHBIX HApYIIICHUI

1.2.1. Cuagpom Marfan Q87.4

1.2.2. MapdanomnonoOHbIit CHUHJIPOM, T€HETUYECKHU E72.1
HEMOATBEPKIACHHBIN

1.2.3. T'omouucTunypus E72.1

1.2.4. ToranpHast  JunmoaucTpodus  BpOXKIEHHAS  (CHHIPOM E88.1
Berardinelli)

1.2.5. lpyrue cnenuduaeckue CHHIAPOMBI

1.2.6. Jlpyrue cuHAPOMBI, HecTiennGUIecKre

1.3. [pyrue nucmopduueckue CUHAPOMBI C CHUMMETPUYHOMN
BBICOKOPOCJIOCTBIO

1.3.1. Cunapom Bannayan — Riley - Ruvalcaba Q87.3
Cunnpowm Elejalde Q87.3
Cunnipom pparuiabHOM X XPOMOCOMBI Q99.2
Cunapom Marshall — Smith Q87.4
Cunmpom Nevo Q87.3
Cunapom Simpson — Golabi — Behmel Q87.3
Cunapom Sotos Q87.3
Cunapom Weaver Q87.3

1.3.2. [Ipyrue cnenuduyeckrie CHHIPOMBI

1.3.3. pyrue cunapoMsl, HecrieuPUIecKue




1.4.  JIucmopduueckue CUHIPOMBI Cc YaCTUYHON
/acCUMMETPHUUYECKOI BBICOKOPOCIOCTHIO
1.4.1. Cunnpom Beckwith — Wiedemann Q87.3
Cunapom Klippel — Trenaunay — Weber Q87.2
Cunnpom Proteus Q87.3
1.4.2. lpyrue cnenuduueckue CUHAPOMBI
1.4.3. Jlpyrue cuHIpOMBI, HecnielupuIeckue
2. BTOPUYHBIE HAPYIIEHUA POCTA
2.1. T'unepnpoayKIus TOpMOHa pocTa E22.0
2.1.1. TP - mpoayuupytomas ajgeHoma (€IUHUYHAs) [IepBUYHAS |
[BTOpHYHAs |
2.1.2. TP - npoxayuupyroimas ajaeHOMa KaK COCTaBIISIONIAs Q78.1
curapomoB McCune — Albright wiin MEN1
2.1.3. I'P-PI' — mpoayuupyromas ormyxoJib E22.0
2.2. T'unepuHCYJIUHU3M E15.0
El6.1
2.2.1. llepBuuHbIi
2.2.2. TpaH3UTOPHBIN THUIIEPUHCYITHHU3M P70.4
BpoxaeHHbIM THIEPUHCYIMHU3M P70.1
2.2.3. pyrue 3a0oneBanus, HeCEU(PUIESCKIE
2.2.4. BropuuHbIi
2.2.5. AnumenTapHoe (IpOCToe) 0KUPEHUE E66.0
2.2.6. O)xupeHre ¢ 4YepHBIM aKaHTO30M/ THUIEPIUNUIEMUEH U L83
MTOJIOBOM 3PEIOCTHIO
2.2.7. Jlpyrue 3aboneBanus, Hecnienuuaeckue El6.1
2.3. CewmeiiHbli (M30IUPOBAHHBIN) ACPHUIUT TTIOKOKOPTUKOUIOB Q89.1
(meuyBctBUuTenbHOCTh K AKTI, oTcyTcTBHE OTBeTa Ha
AKTT)
2.4. Tuneptupeouansm EO5
2.5. CocTosiHUS, BBI3BIBAIOIINE BBICOKOPOCIOCTh Y JETEH, H
HOpPMAaJIbHBIN POCT UM HU3KOPOCIOCTh Y B3POCIIBIX
2.5.1. IlpexxaeBpeMeHHOE TI0JIOBOE PA3BUTHE E30.1
DK30reHHOE BIUSHUE 3CTPOTE€HOB UJIM aHPOT€HOB Kon
JIEKapCTBEHHOT'O
CpeacTBa
Y42
['unepTupeonnnzm E05.0
Bpoxnennas runepiuia3us KOpbl HAAIOYEYHUKOB E25
2.5.2. [lpyrue cnenuduueckue COCTOSHUS




2.6. CocrosiHMsI, BBI3BIBAIOLINE HOPMAJIBHBIM pOCT y JeTeH, H
BBICOKOPOCJIOCTh y B3POCIIBIX

2.6.1. lebuut TOHATOTPONHBIX TOPMOHOB (3aJep>KKa WIH E23.0
THUIIOTOHAJIU3M )

2.6.2. [ledunut apomartassl E34.9

2.6.3. IucdyHKIuUs 5CTPOTeHOBBIX PEIIEITOPOB E34.9

2.6.4. Jlpyrue cnienupuueckue ycaoBus

3. UIMOITATUYECKAS (HOPMAJIbHBIN BAPUAHT) E34.4
BBICOKOPOCIJIOCTbH

3.1. T'enernueckas (cemeiiHass WM KOHCTUTYLMOHAJIbHAS)
BBICOKOPOCJIOCTh

3.2. Hecemelinas unuonatuyeckas BBICOKOPOCIOCTh

AUATHOCTHUKA BBICOKOPOCJIOCTH
JlnarHocTHKa BBICOKOPOCIIOCTH BKJIFOYAET COOp aHaMHe3a, KIMHUYECKOe

oOcye0BaHKe MALMEHTOB C IPUMEHEHNEM NHCTPYMEHTAJIBHBIX U TJA0OPATOPHBIX

METOJIOB.
AHaMHeCcTHYeCKHUe TaHHbIe:

1. pPOCT poauTeNel C pacyeToM T'€HETHYECKOTO pOCTa WU POCTOBOTO KOPHIIOpa

pebeHka.

I'eneTuyeckuii (neaeBoif) pocT (I MaIbLYUKAa) = (POCT MaTepU B CM + POCT OTIA
B cM)/2 + 6,5¢cMm;

I'eneTnyeckuii (1esieBoii) poct (/s AeBOYKHU) = (POCT MaTepH B CM + POCT OTIIA B
cMm)/2 -6,5¢cm.

PocToBoi KOpUIOp. ¥ MAJBLYHKOB: OTMEUAETCSI HA cOMaTOrpaMme (KpUBOMl pocTa)
MoKa3aTellb pocTa OTlia — OJIHAa IpaHulla, ToKazarelb pocta Marepu + 13 cM — Bropas
IPAaHULA; Yy JeBOYEK: IOKAa3aTellb poca MaTepy — OJIHA TPAHMUIIA, II0KAa3aTellb pOCTa

otua — 13 cM — BTOpas rpanuna.




2. pocT cuOcoB, 6adyIek, AeayIiek;

3. CPOK recTalluu;

4, TedeHNe OEPEMEHHOCTH U POJIOB;

5. pocT U Macca peOeHKa P POKICHUH;

6. CKOPOCTh pocTa peOeHKa,;

7. CpOKH Hauaja myoepraTa y poAuTeNcH;

8. 3a00JIeBaHUS MAIUEHTA B TCUCHHUE KU3HU.
Kiaunuyeckoe odcjienoBanme:

1. WU3MEPEHHE POCTA U MACCHI MAIMCHTA,

2. U3MEpCHHE OTHOIICHMS JJIMHBI BEpXHEW YacTH Teja K JJIMHE HIDKHEH YacTH

Tena,

3. U3MEepeHHE OTHOIICHHSI pa3Maxa pyK K JJIMHE Tela;

4, OIIEHKAa CTUTM JUCMOp(QoreHesa;

5. OIIEHKA MOJI0BOTO pa3BuTus (o TaHHepy);

6. OII€HKA MHTEJIEKTA;

1. OCMOTp OKyJucTa (TJ1a3HOE JHO, TOJIS 3pCHHUS).

JIabopaTopHO — MHCTPYMEHTAJIbHOE 00C/IeJ0BAHUE!
1. 001Ut aHaIU3 KPOBH;
2. OMOXUMHUYECKUN aHaIU3 KpOBHU (KpeaTMHWH, MOYEBWHA, KaJlUid, HATPUH,

Kanbiuid, hocdop, menounas docdarasa, NIFOK03a, IEYCHOUHbIE (EPMEHTHI);



3. PEHTTeHOrpamMMa JIEBOM KUCTH M 3aMsICThd C OLEHKON KOCTHOrO BO3pacTa Mo
meroauke W.W. Greulich u S.I. Pyle wu pacuerom mporHo3upyemoro pocra c
WCITOJIb30BAaHUEM WHCKCHBIX TaOJIHII.

IIporHo3upyemslii (KoHe4HBbIH) pocT pedeHka (cM) = poct pebeHka B cm/ %
KocTHOM 3penoctu x 100%);

4, ropMoHasibHoe oOcienoBanue (6azanbubiii CTIN, UOP-1, UOPCB-3, JIT', ®CT,
TECTOCTEPOH, D2, NETUAPOINUAHAPOCTEPOH, 17-ruapoKcUIIporecTepon, HHCYIuH (/C-
nentun), TTI, T4 cBoGoaHBIN, T3 CBOOOAHBIN, aHTUTEIA K TUPCOUTHON TIEPOKCHIA3E
(TPO) u penenropam TTT);

S. OI'TT c onpenenennem ypoBHer CTI' kaxapie 30 MUHYT B TeueHue 2 yacos. B
HOpPME B OTBET Ha TMIIEPIVIMKEMHIO OTMEYAeTCsl CHUKeHnEe ypoBHer CTI', BIoTs 110
MUHUMAJIBHO onpeaensieMoro (cympeccusi). Ilpu akpomeraiuv u THUTaHTU3ME
orcyrctByer cHmwkenne CTID mmwxke 1 nwr/ma, B 30% cimydaeB oTMedaeTcs
napaaokcanbHbiii BbIOpoc CTI' B 0TBET Ha HArpy3Ky TIIFOKO30H;

6. [IUTOTCHECTHUECKHI aHAIN3;

1. COJIEp’)KaHHE W CHEKTP aMUHOKHUCIOT (METMOHMHA YW TOMOLIMCTHMHA B MOYE U
CBIBOPOTKE KPOBH);

8. KT romoBHoro mo3ra wu oOmactu runodusa ¢  oOsA3aTEIbHBIM
koHTpactupoBanuem/ MPT c¢/6e3 koHTpacTupoBaHus (ONTHUMAIBHBIA METOJ
BU3YyaJIM3aIH aICHOMBI TUIO(hU3a);

Q. MOJIEKYJISIpHAs IMarHOCTHKA.

JTN@®PEPEHIIUAJIBHBIN JUMATHO3 BBICOKOPOCJIOCTH



B Ttabnmme 2 ®W pUCYHKE TIPEACTaBICH CHEKTp  3aboJieBaHUMA,
COTPOBOXKIAIOIIMXCA ~ BBICOKOPOCJIOCTBIO Y JI€TeH, HayuHas C [epuoja
HOBOPOXKJICHHOCTH JI0 B3pPOCJIOrO0 BO3pacTa, M anroput™m auddepeHnanbHONn
JTUAarHOCTHKH.

Tabmuma 2
Haubonee pacnpocTpaneHHBIE 3a00JI€BaHUS, COMTPOBOXKIAIOIIUECS

BBICOKOPOCIIOCTRIO Yy Aeteit (o Sperling M.A., 2002)

deTajbHas MaKpocoOMUA

e (CaxapHblil 1uabeT y Matepu

o IlepeOpanbHblil THTAaHTU3M (CHHIPOM SOtOs)

e Cunapom Weaver- Smith

e Cunnpom Beckwith — Wiedemann

e Jlpyrue CHHAPOMBI, CONIPOBOXKIato1uecs nopbienueMm NPP-2

IocTHaTa/IbHOE ONEepexeHue (PU3NIECKOro pa3BuTHs, Beayuiee K
BbICOKOPOCJIOCTH B 1€TCKOM BO3pacTte

e CemeitHas (KOHCTUTYLIMOHAJIbHAS BBICOKOPOCIOCTD)

e [llepeOpanbHbIii THTAHTU3M

e Cunapom Beckwith — Wiedemann

e OxupeHue

e [unepnpoaykuus ropMoHa pocrta

e [P - mpoayuupyromas aaeHoOMa Kak COCTaBJISIOIIAsS CUHIPOMOB
McCune — Albright unu MEN1

e [IpexeBpeMEHHOE MTOJIOBOE PA3BUTHE
e Cunapom Marfan

e Cunnpom Klinefelter

e Cunapom Weaver- Smith

o Cunapom dbparmwibHON X XpOMOCOMBI
e [ OMOLMCTHUHYpHUS

-10 -



47 XYV cunapom

['uneprupeoniu3zm

IMocTHaTaIbHOE OTlepeskeHne (PU3UIECKOT0 Pa3BUTHS, BeAyllee K
BBICOKOPOCJIOCTH Y B3POCJIBIX

CewmeliHast (KOHCTUTYIIMOHATIbHAS BBICOKOPOCIOCTH)

JlepunuT aHAPOTEHOB WM OCTPOTEHOB / PE3UCTEHTHOCTh K
ACTpOreHam (y MaJIbuuKOB)

TecTukymnsipaasi heMUHU3AIHS

['unepnpoayKius ropMOHa pocTa

Cunapom Marfan

Cunnpowm Klinefelter

47 XYV cungpom

-11 -




BrbicokopociocTs

PR

HeoOb1unbIi eHOTHIT MJTH
YMCTBEHHASl OTCTAJIOCTh

I[I/ICHpOHOpHHOHaJILHOG HpOHOpIII/IOHaJIbHOC

TECJIOCJTOXKCHHUC

OnpenesieHne KAapuOTUIIA,

ropMOHaJbHOE
HCCJICA0BAHHC

kposu (E,, recrocrepon, JII,
®DCT') 1 KOHCYJbTAIUSA
reHeTHKA VISl MCKJII0YeHUs
CJIeIYIOIUX CHHIPOMOB:
scunapom Kunaitndenrepa;
scMHApPOM XVYYV;

scuHapoM Mapdana;
scuiapom MOH-2B;
*BPOKI€HHAS KOHTPAKTYpPa,
*apPaXHOJAAKTHJIUA;
enepunuuT
3CTPOreHOB/Pe3UCTEHTHOCTD
K 3CTPOreHaM;

*CHHIPOM I'MIIOTOHAIU3MA

TECJIOCTOKCHHUC

KoHcyabTanus

reHeTUKA VISl HCKJIIYEeHUs
CJIeIYyIOIIUX CHHIPOMOB:
scunapom Cortoca;
scuHaApoM Busepa-Cmura;
*CHHJAPOM Xpynkoi X-
XPOMOCOMBI;

scuHApPOM bekBuTa-
Buaemana;

ecuHApOoM Cumiicona-
I'onabu-bemens,
*CHHPOMBI
pe3uctentHocT K AKTT;
*BPOKICHHAsA
reHepaJjn30BaHHAsA
JUINOAMCTPOPUs;
*Heiipopudpomarto3 | Tuna.

—>
BHemrnuii Buja 0e3 0c00€eHHOCTEH,
HOpPMAJIbHOE YMCTBEHHOE Pa3BUTHE

/

YBeanueHHas

CKWL ocTa

IToJsi0BOC
pa3BuTHe
omepexaet
Bo3pacrt (IIIIP)

CHuKkeHHe
TTI
THPEOTO-
KCHKO3

ITos0BOE
pa3BurTue
COOTBETCTBYET
BO3pacTy

I'opmonaabHoOe
HCCJIeJOBAHUE
kpoBu (TTT,
N®DP-1, CTT nHa
¢one OI'TT)

CTT na ¢one
OI'TT <2 ur/ma

KoncTuryumnona-
JbHAA
BBICOKOPOCJIOCTH

Pucynok. JlnddepeHunanbHblii 1MarHo3 BBICOKOPOCIOCTH Y IeTel
(mo N.U. denosy, I'.A. Mensuuuenko, 2008)

HopmanbHas
CKOPOCTH POCTa

Macca Macca
B HOpMe BBIIIIE
v HOPMBI
Kocuru- *
TYILHO-
yi IKO
HAJILHAA
BBICOKO-
POCJIOCTH

N ®DP-1 B HOpMeE
NPHU NOBbIIIEHHOM
CTT na ¢one
OI'TT >2 ur/ma

YcraHoBJieHue
NPUYHH
runepceKpenuu
CTr



OETAJIBHAS MAKPOCOMUA
CaxapHplii 1uadet y MaTepu

SABnsercs HambOoJiee 4acTOM MPUUYMHOW POXKIEHUSI peOEHKa C MaKpOCOMHEM
JJIs. TAaHHOTO Cpoka recranuu. IIpu OTCYTCTBUM KIMHUYECKUX CHUMIITOMOB (CTHUTM
nucMop@oreHesa) UiM CeMEMHOro aHaMHE3a Y HOBOPOXKIAEHHOTO ¢ OOJIBIIIUM POCTOM
HEO0OXOIMMO HUCKITIOUYaTh CaXapHbIi (TeCTallMOHHBIN) 1HabeT y MaTepH.

Cunapom bekBura — Bujgemana

Onucana rpynna 3a00J€BaHUM, KOTOPBIE COMPOBOXKIAIOTCS MaKpOCOMHUEH
HOBOPOJXKJICHHOTO C YBEJIMYEHHUEM BHYTPEHHHMX OpPraHoB. B uX OCHOBE JIEKHUT
n30bITouHass cekpeuust MDP-2, konrpomupyemas renom MDOP2. Haubosee wacto
BCTpEYaeMbIM 3a00JI€BaHUEM s81iemcs cunopom bexeuma — Buoemana (Beckwith —
Wiedemann) (cumonum: cunopom eucyepomezaniuu, omgayenre u MakpocioCCUuu.).
Yacrorta 1 : 13 700 HOBOpOXIeHHBIX. THUN HACIEAOBAaHUSA AyTOCOMHO-TOMUHAHTHBIMN.
MunumanvHvle OuacHocmuyeckue NPUHAKU: MAKPOIJIOCCUS, TpbDKa IyINOYHOIO
KaHATHKa, MAaKPOCOMHSI, HACCUYKH Ha MOYKAaX YITHBIX PAKOBUH, THITOTJIMKEMHUSI.

YacTeiMu aHOMaNIMSIMU  SIBIISIFOTCS  Makporyioccuss u - oMmdarnene  (pexe
PaCXOXKJICHHE TMPSAMBIX MBIIII KUBOTa). MakpocoMusi OTMEUAeTCsl C POXKICHUS
(ImMHA HOBOPOXKIIEHHOTO OoJjiee 52 CM M Macchl CBbIlIE 4 Kr) WIM pa3BUBACTCA
MOoCTHaTaIbHO. Moryt HaOmogaTeCss  Mukponedanus win  ruaporedanus;
BBICTYNAIOIINN 3aTHUIOK; AHOMAJIMU TPUKYCA, CBA3AaHHBIE C THUIOIUIA3UEN BEPXHEU
YEJIIOCTU U OTHOCUTENIbHOW THUIIEpIUIa3uell HUXKHEW; 3K30(TalbM; OTHOCUTEIhHAS

runoriazus opout. Yacto UMEIOT MECTO TeMUTUNIEPTPOPUS U MUTMEHTHBIE HEBYCHI.



OtmeyatoTcss BUcCLEpoMeraius (remaToMeraiusi, CIUICHOMeranusi, Hedpomeraius,
MaHKpeaTOMETAINs, PEeXEe — KapJAHUOMETalus), THUIEePIUTa3usi MAaTKH, MOYEBOIO
y3bIPs, KIIUTOPA, TAMYCA.

Y 30% OonpHBIX HAOMIOAAETCS TUIEPUHCYIMHEMUYECKAss TUIOTIUKEMUS
BCJICJICTBUE THUMEPIUIa3uH [-KIETOK MODKEIyA0YHON kene3bl. B OonbIIMHCTBE
CllydaeB OHa HOCHUT TpPAH3UTOPHBIM XapakTep U KyHOUpPyeTcs TIIOKO30M U
UA30KCUIOM. Y dYacTh OOJIbHBIX JUIsl HOPMAaJM3allMM TOKa3aTelied TIUKEMHH
TpeOyeTcs dYacTU4YHAs IMaHKPEaTOPKTOMHS. YMEpEHHas YMCTBEHHAs OTCTaJIOCTh
OOBIYHO CBSI3aHA C TUITOTJINKEMHUSMU.

[ToBBIIIEH PUCK Pa3BUTHS 3JIOKAYECTBEHHBIX OMyxoJiek (oImyXxois Buibmca,
renaTto0jacToMa, aJpeHOKOPTHKaIbHAs KaplIIMHOMA, TOHA100I1acTOMA).

Cunapom Coroca

[Tonmymsimmuonnass  4vactora  cunopoma  Comoca  (Sotos) — (cunopom
yepebpanvHoco — eueaHmusma)  HEW3BECTHA.  BONBIIMHCTBO  CclyyaeB  HOCAT
copaauueckuii  xapakrtep. CemeliHble (OpPMBI CHHIPOMA HMMEIOT ayTOCOMHO-
JOMUHAHTHBIA TUN HacleAOBaHUA. MuHumanvHble OuacHOCMuU4ecKue NPUIHAKU'
aKpOMETaJINs, YCHJICHHBIN POCT, YMCTBEHHAs! OTCTAJIOCTh, HAPYIICHUE KOOPAMHAIIIH.

[Ipu poxaeHun XapakTEpHO YBEIWYEHHUE TMOKa3aTelied Macchl Tella U pocTa
6onee 90-i1 meprenTuian. OTMEUaeTCs YCKOPEHHE CKOPOCTH POCTa B TMEPBBIE TOMBI
KU3HH, POCT OOJIBHBIX TpeBbIMaeT 97-10 MepreHTu b, AKcenepamnus pocTa
npojoipkaercs 10 4 — 5 ner. I[lomoBoe pa3BUTHE HACTYIMaeT B HOPMaJbHBIC CPOKH,

MOXET 0TMEYaThCs paHHUM MmyOepTar.
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PesynbTaTel ypoBHe# (0azansubie u B TedeHue OI'TT) CTT, UDP-1, UDOPCh-
3 uMeT HOpMalbHBIe 3HaueHus. OTCYTCTBYIOT cHelU(pHUYecKre J1abopaTopHbIE U
PaAMOJIOTNYECKHUE MPU3HAKU CUHAPOMA.

HaGmonatorcs makporedanuss ¢ BBICTYNAOIMIMMUA  JOOHBIMH  Oyrpamu,
MIPOTHATHS, THUIEPTEIIOPU3M, AHTUMOHTOJOWAHBIN pa3pe3 TJia3, BBICTyHAIOIIas
HUKHSIS YETIOCTh, MAaKpOIJIOCCHUS, BBICOKOE HEe0o, kocornasue. OnucaHbl CKOIHO3,
YBEIIMYEHHbIC CTONbl W KHUCTH, CHUHAAKTUIIWSA TajbleB CTOM. [IOBBINIEH pHCK
HEOIUIa3Uii, B YaCTHOCTH MEYEHOYHOM KapUHUHOMBI, ONMyXOoJu Buiibmca, SIMYHHUKOB,
NapaluTOBUIHBIX KEJE3.

CreneHp yMCTBEHHOW OTCTAJIOCTH YMepeHHas. OTmedarorcst CyAopord,
HapyILIEHUE KOOPANHALINN.

Cungpom Busepa - Cmura

[Tomynsaimonnas vacrora cunopoma Busepa - Cmuma (Weaver - Smith)
HEU3BECTHA. BOJBIIMHCTBO OMMCAHHBIX CIy4aeB HOCUT CIOPAJIMYECKHI XapakTep,
BO3MOXEH  ayTOCOMHO-PELIECCUBHBIM,  X-CHEIUIEHHBIA  W/WIM  ayTOCOMHO-
JOMUHAHTHBIM THUIBl HAcCHEeNOBaHUS. Munumanvusie OuazHOCMUYECKUe NPUIHAKU.
JUIEBBIE CTUTMBI (SMUKAHT, OOJIBIIME YIIW, JJIUHHBIA (QUIBTP, MUKPOTCHUS,
BBICOKHH J100), peHTreHoJorndeckue (pacuipenue Meradu3oB KOCTel, HapylIeHHe
(zucconmanysa) KOCTHOTO CO3pEBaHMs), KaMITONAKTHIIMS, JIErKas yMCTBEHHas
OTCTAJIOCTb.

OtmMmeuaeTcsi mpe- U MOCTHATalbHAsl BBICOKOPOCIOCTh. XapaKTEepHbI JUIIEBbIE

)II/ICMOp(i)I/II/I, KaMIITOAAKTUIINA, KOHTPAKTypa KOJCHHBIX CYCTAaBOB, KIIMHOAAKTHIINA.
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HeBponornueckass CHUMIITOMAaTHKa BKJIIOYAET: JIETKYKD YMCTBEHHYIO OTCTaJIOCTh,
TUTIEPTOHYC MBIIIIII.

HOCTHATAJIBHOE OITEPEXXEHUE ®U3NYECKOI'O PA3BBUTHA,

BEJAYUIEE K BBICOKOPOCJIOCTHU B AETCKOM BO3PACTE

CemeiliHasi (KOHCTUTYHMOHAJIbHAS) BBICOKOPOCJIOCTH

XapakTepHO HAJIMYUE BHICOKOTO POCTA Y POJUTENEH; OObIIas CKOPOCTh pocTa
C POXIEHHUS; TPOTHO3UPYEMBIH pOCT peOEHKa IO KOCTHOMY BO3pacTy
(peHTreHorpaMMa KHCTH U 3aIsSICThs) C PacueTOM [0 HMHACKCHBIM TalJuIam
COBIIAJIa€T C TEHETHUYECKUM (1I€TIEBBIM) POCTOM; OTCYTCTBYIOT THUIIMYHbBIC KIMHUKO-
7a00OpaTopHble W MHCTPYMEHTAJIbHBIE  HAPYIIEHHUS,  XapaKTepHble IS
natosiornueckoit runepcekpenuu ['P (Hopmansubie ypoBHu HN®OP-1 u UDPCB-3,
cynpeccus nokazateneit CTI npu nposenenun OI'TT); HopMalIbHBIN KapUOTHII.

Cunapom bexkButa — Bugemana (cM. BbIie)
Cunapom Cotoca (cM. BhIIIIE)
Cunapom Busepa - Cmura (cM. BbilLE)
Cunapom Mapgdana

[TonynsimuonHast yactota cunapoma Mapgana (Marfan) 0,04 : 1000 yenoBexk.
Tun HacimenoBaHus ayTOCOMHO-IOMHMHAHTHBIM C BBICOKOM INEHETPAHTHOCTBIO H
pa3IMYHOM  IKCHPECCUBHOCTBIO. MuHnumanvHuvle OuacHocmuyeckue NPUHaKU’
BBICOKMII POCT, apaxHOJAKTUJIMUS, THUIEPIOABUKHOCTh CYCTaBOB, MOJBBIBUX

XpyCTallvuKa, aHEBPHU3Ma a0PThI.
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Tunu4Hbl BBICOKUWA POCT, [JIMHHBIE TOHKHE KOHEYHOCTH, OCOOEHHO
TUCTanbHBIC OTHAehbl. OTMedaroTcs CKoimo3, Kudo3, BOPOHKOOOpa3HAs WM
KWJICBHUIHAS TPyJIHAs KJIETKA, JOoJuXoredanns, roTHI4eckoe He0O, TIOCKOCTOTHE.
[TopakeHne r71a3 BKIIOYACT: ABYCTOPOHHUN TMOJBBIBUX XpycTalllka, cdepodakuto,
Mukpodakuto. HaGmromaeTcss Muonusi BBICOKOW CTENEHM, OTCIOHWKA CETYaTKH,
reTepoOXpoOMUs PaTyKKU, METAaJIOKOpHEa, ToJIyOble CKIEpbl. XapaKTepHbI HAPYIICHUS
CO CTOPOHBI CEP/ICYHO-COCYAUCTON CUCTEMbI: PACIIMPEHUE BOCXO/ISIIEH YacTu (pexe
ITPYAHOrO WM OpIOIIHOTO OTAENa) aopThl C pPa3BUTUEM pacciIauBarolIencs
aHEBPU3MBl M HEJOCTOTOYHOCTh CEPJACYHBIX KIIAMaHoOB. BcTpedaroTcs TpuDKA
(6enpennble, nuadparmaibHble, MAaxOBbIE), THUIOIIIA3US MBI W MOJKOXKHOU
KJIETYaTKH, HE(POITO3.

Cunapom xpomocombl pparmiabHoii X (cunapom Maprtuna — besuia)

[Tonmynsamuonnas vacrtora 0,5 : 1000 manpuukoB. Tunm HaciemoBaHUs X-
CIEIIJICHHBIH pelieCUBHbIA. MunumanvHvle ouacHocmudecKue npusHAaKu: yMepeHHast
WM TITyOOKas yMCTBEHHAS OTCTAJIOCTh; OOJIBIITNE OTTOIBIPEHHBIC YIITHBIC PaKOBUHBL,
BBICTYITAIOIINI 7100 ¥ MAacCUBHBIA TOI00POIOK; MAaKPOOPXUIAN3M; JTJOMKOCTh X( 28
ydacTKa.

Macca Tena W JJIMHA TIPU POXKICHUM HOPMAJIbHBIE WJIM HE3HAYUTEIHHO
MIPEBBINIAIOT MOMYJSIITUOHHYI0 HOPMY, YBEIIMUEHA OKPY>KHOCTh TOJI0BBI. OTMEUatoTCs
OTTONBIPEHHBIE OOJIBIIIME YIIHBIC PAKOBUHBL. Y CTapmIuX JeTeH JUI0 HWMEeT
MPSAMOYTOJIEHYIO ()OPMY C BBICOKHM JIOOM, TOHKAM JJIMHHBIM HOCOM, THIIepILIa3ueh

HIDKHEW 4YeTloCTH, 4acTO BCTpedaroTcs pacuienuHbl HeOa. Kuctu mmpokue. C
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HAyaJioM TOJIOBOTO  CO3PEBAHMSI OTMEYAETCS MAaKPOOPXUIU3M. XapaKTepHO
OTCTaBaHWE B  YMCTBEHHOM  pa3BUTHH. MoxeT HAOMIOMAThCI  ayTH3M,
TUTIEPPEAKTUBHOCTH, MBITIICYHASI TUTIOTOHMSI, CYIOPOTH.

Y  HEKOTOpHIX TMAIMEHTOB OTMEYAIOTCA  OXHPCHHE, THHEKOMACTHS,
TUIOCTIA NS, TPOJIATIC MUTPAIBHOTO KJIalaHa.

Cunapom Kuaitngenrepa

[Monynsaunonnas 4dyactota cunapoma Kruatngpenmepa (Klinefelter, XXV
cunopom) 1 : 500 — 1000 mampuukoB. [Ipu kmaccuaeckom CK oTMeuaeTcs KapuoTHIT
47XXY. Bo3moxnsl cienyromue BapuaHThl: 46XY/XXY mozaunusm; 48XXVY;
48XXXY; 49XXXVY; 49X XXXY. Knunnueckue npossieHuss CK nabmogarorces y
(EHOTUITMYECKUX MAbYUKOB C KapuoTunom 46 XX B pe3ysbTare TpaHCIOKauu Y
(SRY) na X xpomocomy. Kapuorun 46XX BcTpewaercs y 1 : 20000 mMaib4uKOB.
BobIIMHCTBO OMMCAHHBIX CITy4aeB HOCUT CIIOPAIUYECKHi xapaktep. Munumanvhsie
ouacHocmuyeckue NPU3HAKU: TUTIOTCHUTAIW3M, TICPBUYHBIA  THIIOTOHAIN3M,
aHOMAJTHS KApUOTHTIA.

bonbmmHacTBO manueHToB ¢ CK HMMEIOT BBICOKMH pPOCT, E€BHYXOHIHBIE
NPOMOPIIMK  TeJla, HEMPOMOPIMOHANBHO  JJIMHHBIE  HIDKHHE  KOHECYHOCTH.
OTIMYUTENTHHBIM TPU3HAKOM SIBIIICTCS THIIOIIA3US SUYEK U MOJIOBOTO wieHa. Yacto
HaAOJIIOAI0TCSI THHEKOMACTH S, O)KUPEHKE, OBOJIOCEHUE Ha JIOOKE 10 )KEHCKOMY THITY.
[Ipy THUCTONOTHYECKOM WCCICOBAHUN SIUYEK OTMEYAeTCsl THaauHO3 W (uopo3
CEMEHHBIX KaHAJIbIIEB, YMECHBIIICHUE KommdecTBa Jlelmura. XapakTepHbl CHIKCHUC

ITIOJOBOI'O BJICYCHHUA, UMIIOTCHIIH A, 6CCHHO)II/IC.
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[Tokazatenu unzaekca 1Q cocraBmstor 85 — 90, BbIpakeHHas yMCTBEHHas
OTCTAJIOCTh HAOMIOAAETCS PEAKO (B OCHOBHOM Y MAIlMEHTOB, UMEIOIINUX B KAPUOTHUIIE
Tpu U Oosiee X XpoMocoM). MoryT oTMeuaTbCsi TPYAHOCTH B OOyUEHHH, 3a/epiKKa
pPEYEBOro pa3BUTHA.

[Tammentet ¢ CK HMMEOT NOBBIMIEHHBIM PUCK CHWXXEHUS MUHEPAIbHON
IJIOTHOCTH KOCTHOM TKaHW U Pa3BUTHSL OCTEONOpPO3a, CaXxapHOro auadbera 2 TwuIa,
BapUKO3HOTO MOPaKEHUs, TPOMOO30B, JIerouHoM 3MO0uu. [lanuenTs ¢ kapuoTUIOM
46XX WMEIOT HOpPMaJbHBIE MPOMOPLUHUU CKEJIETa, HU3KOPOCIOCTh, CHHXXCHHUE
MHTEJUIEKTa BBIPAXKEHO HE3HAYUTENBHO.

O:xupenue

3a0oyieBaHrE CBA3aHO C UM30BITOYHBIM YBEJIMYEHHMEM MacChl peOeHKa
OTHOCUTEJIBHO €r0 pOCTa, IPOrPECCUPOBAHUEM IIOJIOBOM 3pPEIOCTH U HW3MEHEHUEM
cocTaBa TeJla, XapaKTEPHOIro Uil JAaHHOro Bo3pacTta. OCHOBHBIM ITOKa3aTeJIeM
M30BITOYHON MAacChl TeNla U 0KUPEHUS y JETEeH ABISIETCSl MHIEKC Macchl Tena (Macca
tena (kr)/poct (M?)). UMT pebGeHka, COOTBETCTBYIOIMI MokaszaTensm oT 90 no 97
NEPHEHTWIN JJI1 aHHOTO BO3pacTa M I0JIa, YKa3bIBaeT HA HaJIU4KUe H30BITOYHOU
Macchl Tena, 6oaee 97-i NepLUeHTUIN — Ha Pa3BUTHE OKUPEHUS.

DK30reHHO—KOHCTUTYLIHOHAJIbHOE  (QJIMMEHTApHOE)  OXHpPEHUE  4acTo
COTPOBOXK/IACTCS YCKOPEHUEM JHHEWHOro pocta. KOCTHBIE BO3pacT OOBIYHO
HE3HAUNUTEJIBHO OIEPEkaeT XpOHOJOTHMYECKHil. PaHHee 100BOE cO3peBaHue

YCKOPSIET 3aKPBITHE AMU(PU3APHBIX 30H POCTa, HO OKOHYATEJIbHBIM POCT MAIIUEHTOB C
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ATMMEHTAPHBIM OKUPEHHEM BXOJUT B FT€HETUUYECKUN pOCTOBOU Kopuaop. OxxupeHue

y I€Te€il UMEET CIAEAYIOIINE MPOSIBICHUS:

1. ropMOHaJIbHBIE:

1.1. runepuHCyJIMHEMHS,;

1.2. CcHMIXEHHE CIIOHTAaHHOW U CTUMYJIMPOBAHHON CEKpPEIMU TOPMOHA POCTa;

1.3. TMOBBIIEHHE KOHIEHTPAIIMU OCIKOB CBA3BIBAIOIIMNX TOPMOH POCTa U POCTOBBIE
bakTops;

1.4. HOpMmanbHasi WM TOBBIIMICHHAas NPOAYKIUS KOpPTU30Ja (MOBBILICHUE
AKTUBHOCTH rUnoTanaMo—TUnoGu3apHo-aapeHaTOBOM oCH), 4acTo
IPEXKIEBPEMEHHOE a/IpEHAPXE;

1.5. TOBBILIEHHBIN YPOBEHD JCITHHA;

2. HEWPOIHIOKPUHHBIE:

2.1. HuW3Kas KOHUEHTpalus KOPTUKOTPONHUH-PUIIN3UHI-TOPMOHA, CEPOTOHMHA U €r0
MeTa0O0JIUTOB B 1I€peOPOCTUHATILHON KUJIKOCTH,

3. MeTaboJInYEeCKHE:

3.1. HHCYJIMHOPE3UCTEHTHOCTB;

3.2. TIOBBIIEHWE B IIJJa3M€ CBOOOJHBIX JKHPHBIX KHCJIOT, TUIEPIUIHUACMUS,
TUIEPTPUTIIALIEPOJIEMHS;

3.3. HHU3KOE COOTHOILIEHHUE JIUMOMPOTEHIOB BBICOKON IUIOTHOCTH/IUIONPOTEUIOB
HU3KOMU IJIOTHOCTH;

3.4. U3MEHEHHE aKTUBHOCTH aIpEHEPTUYECKON HEPBHOUN CUCTEMBI;

4. npyrue:
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4.1. ncuxocouuaigbHble MpPoOJeMbl (HU3Kasg CaMOOIICHKA, COLMANIbHAs H30JSLHUA,
HapyllIeHUE MOBEICHUYECKUX PEaKINii, CUHIPOM “NCEeBAOTYMOpa”, HApyIIECHUE
aMsATH U 00yUICHUSI, CYUIIHT);

4.2. KapIUMOBACKyJsIpHbIE HapylIeHUs (paHHUI AaTepOCKIEepO3, apTepHasibHas
TUIIEPTEH3US );

4.3. pecnupartopHble HapyuieHUs (TUIMOBEHTUJISILUSA, CHUHIPOM OOCTPYKTHUBHOIO
aItHOd BO CHE);

4.4. oproneauyeckue HapylieHUs (OCTE0apTpO3, BBIBUX TOJIOBKU (DEeMOpPATILHOTO
sanudu3a, TUIEPOCTO3 U /U OCTEONOPO3);

4.5. ractponatuu (KeTYHOKaMEHHasi 00JIe3Hb, KUPOBOH renaTo3);

4.6. KOXHBIE TOKPOBBI M HUX TNPUIATKH (aKaHTO3, TPUOKOBBIC MOPAKECHHUS,
TUPCYTU3M);

4.7. CUHIPOM BHYTPHUEPEITHOUN TUIEPTEH3UN;

4.8. HOYHOU dHYpE3;

4.9. runepypukeMus 1 MOYeKaMeHHas 00JIe3Hb;

4.10. nHapyiieHUE CBEpTHIBAEMOCTH KPOBH;

4.11. ruHekomacTusl.

I'mnepnpoaykuusi rOpMOHa pocTa
Akpomerajuss — 93TO HEUPOIHIOKPUHHOE 3ab0JeBaHWE, BBI3BAHHOE

XPOHUYECKON M30BITOUHOM cekpened ['P y muip ¢ 3akoH4eHHBIM (hHU3HOJIOTUYECKUM

pOCTOM W XapaKTepu3yrlleecs  MaTOJOTMYECKUM  JAUCIPONOPLHOHAIBHBIM

IIEPUOCTAIIBHBIM POCTOM KOCTEH, XPSALIEH, MATKAX TKAaHEW, BHYTPEHHUX OPraHOB C
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HapyleHueM (PYHKIIMOHAJIBHOTO COCTOSIHUSI CEPACYHO-COCYAUCTOM, JIErOYHOM
cucTeM, nepudeprudeckux IHAOKPUHHBIX jKeJie3, 00MEeHa BEIIeCTB.

I'mranTism — 370 HEHPOIHAOKPUHHOE 3a00JI€BAHNE, BBI3BAHHOE XPOHUYECKON
u30bITOUHON cekpereit I'P y nmur ¢ He3akOHUEHHBIM (PU3UOJIOTMYECKUM POCTOM U
XapaKTepu3ymoleecs: MPONOPLUHUOHATBHBIM POCTOM KOCTEH CKejeTa B JUUTUHY,
NPUBOASINEE K 3HAYUTEIBHOMY VYBEIMYECHHIO JHHEHHOro pocta pebOenka. [lpu
OTCYTCTBUU CBOEBPEMEHHON JMArHOCTUKHU U aJ€KBATHOTO JICYEHHUS y MALUEHTOB C
TUTAHTH3MOM TIOCJI€ 3aBEpIICHHE MyOepTaTHOrO Mepuofa pa3BUBAIOTCS BCE
TUMUYHBIC CUMIITOMBI AaKPOMET AJTUH.

Omuonoeus eunepnpooykyuu I'P:

e omnyxoJib runodusa (95%) - aneHoma, ajleHOKapIITHOMA,;

e »okronmyeckas cekpeuuss CTI (menHee 2%) — sHOOKpaHHabHas (OMyXOJb
IJIOTOYHOTO M CPEHOUJAIBHOTO CHHYyCa), SKCTpakpaHuajbHass (OIMyXoJib
MOJIKETYIOYHOM KEJE3bl, OMYXO0JIb JIETKUX, OMYyXO0Jb CPEIOCTEHHS);

® OKTOMMYECKas cekpenusi comaronubepuHa (meHee 3%) — SHIOKpAHUATBHOS
(ramapToma, TaHTJIMOLUTOMA), DKCTpPaKpaHUaJIbHAs (kapuuHOU
MOKEITYIOYHOM KeJie3bl, OPOHXOB, JKEyA0YHO-KUIIIEUHOTO TPAKTA);

® B paMKaxX HACJIEJICTBEHHBIX CUHAPOMOB (cuHApoM MakKeion — Onbpaiita,
cunapom MOH 1 u ap.).

Ilo pazmepam 6vioensiemoul a0eHoMbl 2Unopu3a 8vlOeAIOMm:

e MukpoageHomy (mMeHe 10 Mm);

e MakpoaszeHomy (6omee 10 mm).
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Ilamocene3. B  OOJNBIIMHCTBE CIy4aeB aKpOMErajiuss W TUTAHTU3M
oOycnoBieHbl u30bITOYHOM mnepBuyHON cekpeunerr CTIT ameHomoii rumnodwusa,
KOTOpasi BO3HHMKAeT BCIEJACTBHE T'E€HHbIX MyTaluuil B o-cyobeaunuine G-Oenka
(nosiBnenne  Gsp-onkoreHa). Ilox  BiousHuem  (GSp-OHKOre€Ha  MPOMCXOAMT
nponudepanus OMyXoJeBbIX KiIeTOK M mnoBbimiHuE cekpeuuun CTI, kotopas He
perynupyercs oObIYHBIMH CeKpeTOopHbIMU MexaHu3mamu. M36eitok CTI' BbI3bIBaeT
NOBBILIEHHE CEKpeluu pocTOBbIX (akTopoB (MDP-1) B medyeHn U UX JIOKAIbHYIO
OPOAYKIMIO B PAa3WYHBIX TKAHSX, BKJIIOYas KOCTH W xpsmu. I[lox BosjaeiicTBue
POCTOBBIX (PaKTOPOB YBETUUMBACTCS MPOIYKIUS KOJUIAreHa, mpoardepanus Xpsmie,
YTO IMPUBOAUT K POCTY U YTOJIEHUIO MATKUX, KOCTHOM U XPAIIEBON TKaHEM.

[Ipu panHoM 3a0o0yieBaHMM B MATOJOTMYECKUI MPOLECC BOBJIEKAIOTCS
IPAKTUYECKU BCE OPraHbl U CUCTEMbl. XapaKTEPHBIMU KIUHUYECKUMU CUMIIMOMAMU
spistotcst (o Jenosy U.U., Menbanuenko ['.A., 2006):

1. mopakeHue KOXU U MSATKUX TKaHEH:
1.1. orpyOenue uepr nuia;

1.2. yronmieHrue naiableB;

1.3. cebopes;

1.4. yrpu;

1.5. rupcytusm;

1.6. mpody3Has MOTIMBOCT;

1.7. rupparenur;

2. IOpak€HUE KOCTHOW CUCTEMBI:
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2.1.1macrema;

2.2. IpOTHATU3M;

2.3. hpOHTANBHBIN TUTIEPOCTO3;

2.4. 3a00J1eBaHMs] BUCOYHO-HUKHEYEIIFOCTHOTO aIlapara;

2.5. oCcTE0apTPUTHI;

2.6 1op3anbHbINA Ku(dOo3;

3. nopakxeHHue SHJAOKPUHHON CUCTEMBI U META0OJINYECKIE HAPYILICHUS:
3.1. HapylIeHnE MEHCTPYaIbHOIO IIUKJIA;

3.2. nakTopes ¢ /0e3 TuneprpoIaKTHHEMUY;

3.3. y3110B0# 300 ¢ /0€e3 HapylIeHHus] PyHKIUU;

3.4. TUNEPTPUTTULIEPOJIEMUSL;

3.5. HapyllleHHe TOJIEPAHTHOCTH K TJIIOKO3€ U CaXapHbI NUA0ET; THINEPKAIbIIYPHUS C
ypOJIUTHA30M;

3.6. xonenuTHas;

4. nopakeHHe LUEHTPAIbHOU U NepruepruiecKoil HEPBHON CUCTEM:
4.1. cyxeHue nojei 3peHus (pu CynpacesysipHON ajeHoOME);

4.2. mape3 4epenHO-MO3TOBbIX HEPBOB;

4.3. CUHJIpOM 3aISICTHOTO KaHaJa;

4.4. npokcumajbHasi MUOTIATHUS,

4.5. pagukynonaTus;

5. Opa’keHUE CEePACUHO-COCYUCTON CUCTEMBI:

5.1. aprepuanbHas rTUNEPTEH3US,
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5.2. xapauomuonatusi (TunepTpodus JIEBOrO >KENyl04Ka, HapyUIEHUE CEpIIeYHOTO
pUTMA U J10.);

5.3. HapylIeHHe MO3TOBOTO KPOBOOOPAIICHHS;

6.M0paXKEHUE JIbIXaTEIIbHOW CUCTEMBI:

6.1.ammHOD BO CHE;

6.2. peCTpUKTUBHBIC 3a00JICBAHNUS.

JIONOJIHUTENBHBIMU ~ METOAAMU  HCCIIEIOBAHUS (cMm. JIMarHOCTUKA
BBICOKOPOCJIOCTH) MPU TUIIEPIPOAYKIIMA TOPMOHA POCTa SBISIOTCS YJIBTPa3BYKOBOE
WCCIICIOBAHUE IIWTOBUJHOW JKEJIE3bl, CEpAla, W OPraHoB Majoro Tasa;
peHTreHorpadguss OpPraHoB TPYJAHOM KIETKH; »3JeKkTpokapauorpamma; MPT/KT
rpyAHoi u OpromrHoii nonocty; onpenenenue CTI B kpoBuU, oTTeKaromIel U3 HIBKHUX
KaBEPHO3HBIX CHHYCOB (MpHU MOJO3PEHHH Ha IKTONMUpoBaHHYIO0 mpoxaykiuio CTI);
onpenenenne ypoBHs [P-PI"’ B ceiBopoTke KpoBU (IIpu MOJO3PEHUM HA
AKTOMHUYECKYIO MPOAYKIIMIO COMATOJIMOCPUHA).

ﬂuaenoa akpomezaauu u cucanmusma noc)meepofcdaemc;z pu:

o 6azanpHbI ypoBeHb CTI > 0,4 Hr/mi;
o MuHUMaNbHbIN ypoBeHb CTT Ha ¢pone OI'TT >1 Hr/mur;
o NOBBIIIEH ypoBeHb NDP-1.

I'P - npoayuupyomas ajeHoMa KaK COCTABJIAIOLIAasA CHHAPOMOB
MakKsbion — Oaopaiita wiim MOH 1
His cunopoma MaxKveion — Onépatima (McCune — Albright) xapakrtepna

cneyuguueckas mpuaoa: MOJINOCTOTHYECKAS bubposnas JUCTIIA3HA,
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MPEXKIEBPEMEHHOE MOJI0OBOE pa3BUTHE, crieU(UUECKUe MUTMEHTHBIE MATHA OJIeTHO-
kogeitnoro ugera. [I[IP maumnHaercs mo3ke M MPOTEKAaeT MEAJICHHEE, YeM Npu
apyrux ¢GopMax MpexaAEBPEMEHHOT0 co3peBaHus. YacTo MEpBBIM MPHU3HAKOM Y
JIEBOYEK SIBJIIIOTCS MATOYHBIE KPOBOTEUYEHHs, 3aJ0JII0 0 IOSBIICHUS TElapXxe M
aapeHapxe. KpoBoTeueHrs BbI3BaHbl MOBBIIMIEHHBIM YpOBHEM 3cTporeHos. IITIP y
MaJbYMKOB HAOMIOAACTCSl 3HAYUTEIBHO PEXE W XapaKTEepHU3yeTcs THIepIUia3he
kjaeTok Jleiiaura. YpoBHM TOHaJOTPONHBIX T'OPMOHOB OOBIYHO HH3KUE WIIU
CyIpPECCUPOBAHbl. Y HEKOTOPhIX mnanueHtoB mokaszarenu JII' u OCIT moryr
ITOBBIIATHCS, BbI3bIBAsA pa3BuTre HCTUHHOTO [1T1P.

B 0oCHOBE >HIOKPUHHBIX HApPYIIEHUH JIEKHUT CHOPAIUYECKas MyTalHs T'eHa
GNAS1 (ctumynsarop o-cyobenuuuibl G-0enka), KOTOPBIH CBS3BIBACT PELEIITOPHI
JI' m ®CI' ¢ aneHunaTIMKIa30d B TOHaaaxX. MyTaHTHBIH O€JIOK ITOCTOSIHHO
aKTUBHUPYET aJCHWIATIHKIA3y B OTCYTCTBHE T'OHAJOTPOIHBIX TOPMOHOB, YTO BEAET K
YCUJIEHUIO CEKpELMH ICTPOoreHoB. [Ipennonarator, 4To MyTanus reHa NpOUCXOAUT Ha
paHHUX 3Tarax 3MOpUOTeHE3a.

Knunuueckue npossnenus eucanmuzma uiu axpomeaiuu )y NAYUeHmos ¢
cunopomom MaxKvion — Onbpauma BeizBanbl CTI - mponaynupyromeid aieHoMoi
runo¢usa. ['unepnposakTUHEMHUs YacTO SIBJSIETCSI COMYTCTBYIOIIMM IMPU3HAKOM Y
neteit ¢ runepnpoaykiuend ['P. T'mmeptupeo3 m aBTOHOMHO (GYHKIMOHUPYIOIIHE
aJICcHOMBI IIUTOBHUJIHOM >kene3bl HabmojaroTcss y 33% mManueHTOB C CHHAPOMOM

MakKpion — Onbpaiita. Bo3moxno pasButue cunapoma KyimHra BcieacTBue
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Y3JI0BOM THIEPIUIa3uU WA OJUHOYHOTO aICHOMBbI HAANIOYEUYHUKOB. HesH10KprHHbBIE
MOpaXeHUsI BKIIOYAIOT apUTMUU, TSXKEIbI HEOHATAIbHBIN X0JIeCTas.

Knnnuyeckass kapTWHa TUraHTU3Ma C Pa3BUTUEM aJICHOMbI MOXET OBITh
MPOSIBIICHUEM CHUHAPOMA MHOMCECMBEHHOU 3IHOOKpuHHOU Heonaasuu (MOH-1
cuHopom) (cunopom Bepmepa). Jnsg >TOro cuHApoMa o00s3aTEIBLHBIM SIBISICTCS
HaJM4yue TOPMOHAJIbHO-aKTUBHBIX OITYyXOJIEM MNapalllMTOBUAHBIX EJE3, OCTPOBKOB
MOJIKETYIOYHOMN KeJe3bl, aIEHOMbI THTIO(U3A.

Yacrora 3ab0neBanus cocrapisier 1 : 30 000 yenoBek ¢ TMKOM MaHH(ECTauU
Ha 4YETBEPTOM - MATOM JeKadax >KU3HU. YMCIO M3BECTHBIX HAOIIOICHUI 3TOTO
CHHJIpOMA B JIETCKOM BO3pacTe€ HEBEIUKO, BhIsiBIIcHME MOH-1 no necsatunmetrnero
BO3pacTa peOEHKa OTMedaeTcs B CAMHMYHBIX CclydasXx. MOH-1  sBisercs
3a00JIeBaHUEM C ayTOCOMHO-JOMHUHAHTHBIM THIIOM HACJIEIOBAHUS WM BCTPEUaETCA
cropaandecku. B ero ocHoBe 4acTo JexaT MyTalldd T'€Ha CYIPECCHH OITyXOJIeH
M3HI (meHuHa), pacnoyioxkeHHOro Ha Xxpomocome 11q13.

Knunuueckasa ouacnocmuka cunopoma OCHOBaHA Ha ONPEJEICHUM Y MalUeHTa
JBYX U3 TpeX XapakTEepPHbIX NPU3HAKOB (aJ€HOM TNapaliuTOBUIHBIX JKEJEe3,
SHJOKPUHHBIX HEOIJIA3Ui MOJKETYIOYHOM Keje3bl U OnmyXoJed aaeHorunodusa).
st cemetinoit opmbl 3a00€BaHUsI TOCTATOYHO BBISABJICHHUE Y OOJBLHOTO OIHOTO
TUNUYHOrO cumnToma MOH-1 npu HanM4YMKM POACTBEHHHUKOB 1-i CTENEHH POJICTBA C
OJHOM M3 TpeX OMNMCAHHBIX BbIIE omyxoJiel. Onucano Oosnee 20 pa3IUUHBIX
SHJOKPHUHHBIX U HEIHJOKPUHHBIX HEOIUIa3ui, Jexamux B ocHoBe MDOH-1.

Knaccuueckoit ~ Tpuame — 3aboneBaHMsT ~ MOTYT — COINYTCTBOBAaTh  OIYXOJIH
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HAJNIOYEYHUKOB, OpPOHXOB, TaCTPOMHTECTUHAIBHOTO TpPaKTa, TUMYCA, JIUIIOMBI,
aHrno(UOPOMBI, IIIBAHHOMBI, OITYXOJIH AUYEK, HEHPOPUOPOMBI.

Onyxonu aneHorunodusa SBISIOTCS TEPBBIM MPU3HAKOM KIMHUYECKOU
manudectarmun MOH-1 B 25% cnopaguueckux, u meree 10% ceMelHBIX cllydaes.
Onu BctpeuaroTes y 15-90% nanueHToB ¢ JaHHBIM 3a00J€BaHUEM M Pa3InyaroTcs
MOKa3aTeNIIMU CEKpElU TUIopu3apHbIX TOPMOHOB (MPOJAKTHHA, TOPMOHA POCTA,
aIpeHOKOPTUKOTPOITHOI'O TOPMOHA M Jp.) C Pa3BUTUEM XapaKTEPHBIX KIMHUYECKHX
CUMIITOMOB W/WJIM pa3zMepaMu o0pa3oBaHUs € 3(PPEKTOM KOMIPECCUH OKPYKAIOIINX
TkaHeil. OnHOM U3 HanboJiee YacToO BCTPEUYaEMbIX TOPMOHAIbHOAKTUBHBIX HEOILIA3HMA
nepeaueit qonu runodusa seusercs CTI1 - npoodyyupyrowas adenoma. K TUIMUHBIM
KJIIMHAYECKUM IPU3HAKaM KOTOPOM OTHOCSTCS TMTAHTH3M, YBEJIMYEHHE pPa3MEpPOB
KOHEYHOCTEH, N3MEHEHUE BHEIIHOCTH (YKPYIHEHHE HOCA, SI3bIKA, YTOJIICHUE KOXH,
HaJAOPOBHBIX AYT, AUACTeMa, MPOTHATU3M), CUHIPOM KaplajbHOTO KaHaja, CyKEHUE
MOJIEW 3pEHHUs], MPOKCUMAJIbHAs MHUOIATUA, apTepUalIbHAs TUIIEPTEH3Us, HapyllIEHHUE
yrJieBoiHOTO 0OMeHa, ranakropes. CornacHo npunstomy B 2001 roxy Koncencycy
[0 JAWArHOCTHMKE M JICUCHHIO ManueHToB ¢ MOH-1 cuHapoMoM, CKpUHUHTOBOE
MOHUTOPUPOBAHUE aJEHOM THUNO(HU3a BKIOYAET OMNPEAEICHUE ChIBOPOTOUYHBIX
KOHIIeHTpauid mnpojiaktuHa u HW®OP-1, BbeIMoONIHEHHE MarHUTHO-PE30HAHCHOU

Tomorpaduu obmactu runodusa.
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IIpe:xxneBpeMeHHOE 0JI0BOE PA3BUTHE

BricokopocnocTh MOXKET ObITh OJTHUM U3 KIMHUUECKUX Tpu3HakoB [1I1P. [lns
[IITP xapakTepHO MOSABICHHE HEKOTOPBIX MJIM BCEX BTOPUYHBIX MOJIOBBIX MPU3HAKOB
y JEBOYCK MJIAJIIIE 8 JIET WA Y MAIBYMKOB Myajme 10 ser.

IIpu wuctunnom IIIIP ¢opmupoBaHue BTOPUYHBIX TOJIOBBIX IPU3HAKOB
M30CEKCYyaJbHOE (COOTBETCTBYIOIIEE T'€HETUYECKOMY M TOHAJHOMY MOJIy peOeHKa),
OOyCIIOBJICHHOE aKTHUBAallUEW TUIOTaJlaMyca W THUIEPCEKPEIe TIOHaJOTPOIHBIX
TOPMOHOB, SIBJISIETCS 3aBEPILICHHBIM.

Jloxxnoe IITIP BbI3BaHO aBTOHOMHOW H30BITOYHOM CEKpEUUEH SCTPOreHOB B
HAJIOYECYHUKAX WM SUYHUKAX y JEBOYEK JHOO0 MPUEMOM ICTPOr€HOB WIIU
TOHAJIOTPOIHBIX TOPMOHOB, WJIM ABTOHOMHOM T'HMIIEPCEKPELMEN aHIPOT€HOB WIH
XOPHOHHUYECKOTO TOHAJOTPOIIMHA y Majab4uKoB. Bceerma HesasepiueHHoe. Moxer
OBITh N30CEKCYaTIbHBIM U I€TEPOCEKCYaIbHBIM.

[locnenoBaTenbHOCTh Pa3BUTUSL BTOPUYHBIX IOJIOBBIX IPU3HAKOB OOBIYHO
Takasi, Kak U MpU HOPMAJILHOM TIOJIOBOM CO3PEBAHMH, ITyOEpTaTHBIM CKauOK pocTa
cocraBisier 8-12 cm B roxa. Ilog BIMSHMEM TMOJOBBIX TOPMOHOB 3HAYUTEIHHO
YCKOPSIETCS 3aKpbITUE 3MU(PU3APHBIX 30H POCTA, BCIEJACTBUE YEr0 OKOHYATEIbHBIM
POCT MALMEHTOB 3HAYUTEIBHO HUKE TEHETUYECKOTO.

I'omouucTuHypus (CHHOHUM: Je(pUIHUT CHHTE3a HMCTATHOHNHA)

Munumanenvie OouacHocmuyeckue npuzHaxu: MapQPaHONoA0OHbIN (eHOoTHIl,
MOBBIIIEHNE KOHUEHTpPAUMH METUOHMHA W TOMOLUMCTHHA B MOYE U KpPOBH.

[TonmynanmonHas yacToTa HEM3BECTHA. THIT HACIENOBAHNS ayTOCOMHO-PEIIECCUBHBIN.
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Buemnuii BUA HanoMHMHAeT MAalMeHTOB ¢ cuHApoMoM Mapdana. CkeneTHble
aHOMAJIMU BKJIIOYAIOT JIOJUXOCTEHOMEIUIO, BOPOHKOOOPAa3HYIO WM KHUJIEBHIIHYIO
nedopmario TPYIHOW KJIETKH, CKOJIM03, JAeGOpMaldi0 KOJEHHBIX CYCTaBOB,
U3MeHEeHHE (POPMBI U PACIIOIOKEHUS 3yOOB, OCTEOMOPO3, CKIIOHHOCTh K IepeioMam,
OTpaHUYECHHE MOJBUKHOCTH CYCTaBOB. HacTo y AeTell ¢ TOMOUUCTUHYPUEN UMEETCs
MOJIBBIBUX XPYCTaJUKa, MUOIHUS, aTpodusi 3pUTEILHOTO HEPBA, OTCIONKA CETYaTKH,
rirykoma. OTMeuaeTcss yMCTBEHHASI OTCTAJIOCTh PA3JIMYHOM CTENEHH BBIPa)KEHHOCTH.

Hepenko nabntomaercss TpoM003 KOPOHAPHBIX, COHHBIX, MOYEUHBIX apTEpUi,
TE€HEPAJIM30BaHHbIA BEHO3HBIM TpPOMOO3, KOTOpPBIE SBISIOTCS MPUYUMHOW pPaHHEH
CMEpPTH.

B nna3zme BbIBISETCA NOBBIIEHUE KOHIIEHTPAMA METUOHUHA, TOMOLMCTEHHA
Y TOMOLIMCTHHA, YMEHBIIICHHE KOJINYECTBAa NUCTUHA. [IOBBIIIEHA SKCKPEIUsl C MOYOM
TOMOILICTHHA.

47 XYY cunapom (YY-cuHapom)

Munumanvnvle OuacHocmuyeckue NPUSHAKU:  BBICOKOPOCIOCTb, JIETKas
3a7epkka ymcTBeHHOro pa3Butus. Yacrora 1 : 800 manbuukoB. [IpakTuuecku Bcerma
Bo3HUKaeT de NOV0.OueHb peako BeTpedaeTcs Mo3auiusM ¢ 45 X nim 46 XVY.

VY nanueHToB oTMeuYaeTcs MPEBHIIIEHNE TeHeTUYECKOro pocta Oosiee yem Ha 10
CM, HEpeaKo pocT netredt ¢ YVY-cunapom aocturaer 1,95 — 2,15 cm. Otmeuarorcs
HEMPONOPIMOHAIBHO JUIMHHBIE KOHEYHOCTH, JJIMHHBIE KUCTU U CTOMbI, TEHIACHIUS K
Makpoiiedaauy, aHTUMOHTOJIOWIHBIN pa3pe3 Tiia3, rIyOOKO pachoJIOKEHHbIE TJiasa,

roTudyeckoe HeOo, nedopmanus ymIHbIX pakoBUH U Ap. HabOmromaercs nerkoe
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CHIW)KEHHE MHTeIUIeKTa. DOepTWIbHOCTh HOpMasibHas, JIMOWJO  TMOBBIIIEHO.
XapakTepeH BapUKO3.
I'unepTupeonauzm

CunapoM runepTUpouM3Ma OOYCJIOBJIEH HW30BITOYHBIM CHHTE30M W
CeKpelnuer TUPOKCHUHA U TPUHOJTUPOHMHA U XapaKTepu3yeTcs YCHICHHEM oOMeHa
BEII[ECTB BO BCEX TKAHAX-MUIIEHSIX 3TUX TOPMOHOB.

Ipuuunamu mupeomorxcuxosa sBASOTCA: IUGPY3HBIM TOKCHYECKH 300
(6one3nnr I'peiiBca - baszenoBa); TOKCHMYECKas aJlcHOMa IIUTOBUIHON JKEJE3bl;
NEpPEeNO3UPOBKAa TUPEOUTHBIX TOPMOHOB; HM30BITOK THPEOTPOIHOIO TOPMOHA;
TUPEOTOKCHYECKass  CTaausd  MOJOCTPOrO0  THUPOUIUTA;  XAUIMTOKCHUKO3  IpH
XPOHUYECKOM JTUMDOIUTAPHOM THUPOUIUTE; HOA-UHAYIUPOBAHHBIM TUPEOTOKCHUKO3.
B 98 % cnyuaeB THpEOTOKCUKO3 Y JeTeil 00ycioBiieH pa3ButreM 6ose3nu ['peiiBca —
bazenosa. bonee 75% nereii 3a060€BaOT B MEPHO]I TTOJOBOTO CO3peBaHUs. J{eBoUKu
ooneror B 4-6 pa3 wyame MalbuMKOB. ['eHeTHueckas MpeapacnoyioKEeHHOCTb
onpenensercs acconuanuei ¢ anturenamu HLA B 8 u Bw 35.

OcHOBHBIC KauUHUYecKUue nposerenus: odtanbmomatus ['peiiBca — 50%;
YBEIIMYEHHUE PA3MEPOB IIUTOBUIHOW XKene3bl — 99%; HapylmieHuss cO CTOPOHBI
CEPIIEYHO-COCYIUCTON CHUCTeMBbl (Taxukapauss — 85%,  apuTMHUM, YyBEJIMYCHUE
MyJIbCOBOTO JaBlieHHs (muTpanbHasi peryprutauus) — 40%). OtrMmeuarorcs
BO30YJMMOCTh, Pa3APAKUTEIHLHOCTh, AMOIMOHANbHAA JIAOUILHOCTh, HAPYIICHUE
KOHIICHTpAIlU! BHUMAaHUS, MEIKUU TpeMop, rumeppeduiekcus. ¥ OeBOYEK MOXKET

Ha6JIIOJIaTBCH 3aJICPKKa MCHApX<, y MaJIbUUMKOB — IT'MHCKOMACTHS.
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[Ipu TUPEOTOKCHUKO3E XapaKTEPHO KPAaTKOBPEMEHHOE YCKOPEHHUE POCTa, MpHU
TOM KOCTHBIM BO3pacT OIEpeX)aeT NaclopTHbIA Oosiee uyeM Ha 1 roa.
OKOHYATENbHBIM POCT MAIUEHTOB C THUPEOTOKCUKO30M HE BBIXOAUT 3a MPEIEIb
TEHETUYECKOT0 POCTOBOTO KOPHUIOpA.

Jluacnosz mupeomokcukoza TOATBEPKIACTCS ONPEIEICHUEM B CHIBOPOTKE
HU3KUX WU CYNPEMUPOBAHHBIX 3HAYEHUI TUPEOTPOMHOTO TOPMOHA, MOBBIIIEHHBIX
ypoBHeH 00I11ero/CBOO0IHOT0 THUPOKCHHA M 0O0IIero/CBOOOHOrO TPUHOATHPOHHHA
(T3 — TOKCMKO3 XapakTepeH ISl paHHHUX CTaguil 3a00JIeBaHUS W MPEALIECTBYET
MOBBIIIIEHUIO THUPOKCHHA), TMOBBIIIEHHBIMA TUTPaMU aHTUTEN K TUPEOUJTHOU
nepokcunase (at k TIIO) u peuentopaM TUPEOTPOITHOTO TOPMOHA.

HOCTHATAJIBHOE OIIEPEX XEHUE ®U3NUYECKOI'O PA3BBUTHA,
BEJAYHIEE K BBICOKOPOCJIOCTH Y B3POCJIBIX
CemeiiHasi (KOHCTHUTYIIMOHAJIbHAS) BBICOKOPOCJIOCTH (CM. BbIIIIE)
JepuuuT aHAPOTreHOB WJIN 3CTPOTreHOB / Pe3UCTEHTHOCTh K 3CTPOoreHam (y
MaJILYUKOB)

OCHOBHBIM CUMNTOMOM JAe(hUIINTA TTOJOBBIX TOPMOHOB Y MaJIbUUKOB SIBJISIETCS
nonyoepTtaTHblii 00beM sinuek (10 4 M) K 14 rogam, y 1€BOYEK OTCYTCTBUE Pa3BUTHS
MOJIOYHBIX JKene3 K 13 romam w/mnum  MeHCTpyainbHOM (yHkmuu k 15 romam. Y
MOAPOCTKOB OTCYTCTBYIOT BTOPUYHBIE MOJIOBBIE MTPU3HAKU: Y MAJIbUYUKOB — MYTaIlus
rojioca, OBOJIOCEHHE Ha JMIIE, MBbIIMIEYHAs TUNepTpodus ITUIEUYEeBOrO TMosca,
aKTUBHOCTbH MOTOBBIX U CAJbHBIX JKEJIe3; y JIEBOUYEK — NepepacrnpeesieHue Kupa 1o

YKEHCKOMY Tunly. IIpu 1nurenbHON 3a1epKKe MOJIOBOIO CO3PEBAHUS OTMEYAETCS POCT

-32-



KOHEYHOCTEH, CHM)XEHHE COOTHOIIEHUS BEPXHEro M HUIKHEIO0 CErMEHTOB Tela,
dbopMupoBaHre eBHYXOUAHBIX Mponopiuid. JuddepeHpoBka KOCTHOTO CKeNeTa 10
my0epTaTHOTO BO3pPAcTa COOTBETCTBYET (PAKTUUECKOMY BO3pACTy peOEHKa, U TOJIBKO
c 13-14 ner nHaOmomaercs OTCTaBaHWE KOCTHOro Bo3pacta. KoHE4HbId pocT
HEJICYCHHBIX JETeH MOXKET MPEBbIIATh TEHETUUYECKU JETEPMUHUPOBAHHBIN POCT, T.K.
30HBI POCTa JOJTO OCTAIOTCS OTKPBITBIMU, U CIHOCOOHOCTh K JIMHEMHOMY pPOCTY
coxpansiercs 10 20 net u 6osnee.
TecTukyaspHas ¢peMUHU3AUA

CunapoM mecmukynsApHoOU emunuzayuu (Pe3ucmeHmHoCmu K aHopo2eHam)
OTHOCUTCS K TPYMIE JIO)KHOTO MYKCKOro repmadpoautusma. PacnpocTpaHeHHOCTb
cunapoma coctasisier oT 1:20 000 qo 1:64 000 HOBOPOKIEHHBIX MaJTbYUKOB.

MunumanvHvie ouacnocmudecKkue npuzHakuy: ameHopes, 0ecIione, KapuoTHI
46 XV, HeOpa3BUTOCTh BTOPUYHBIX MOJOBBIX MPU3HAKOB. BBIIEIAIOT 1Ba OCHOBHBIX
BapuaHTa CUHApOMa: MojHass (opma, MpU KOTOPOW HAPYKHBIE IMOJIOBBIE OpPraHbI
UMEIOT HOPMAJIbHOE CTPOCHHME MO MKEHCKOMY THUIly, U YacTU4Has, MpPU KOTOPOU
CTPOEHHUE HAPYKHBIX TEHUTAINNA OTPAKAET PA3IMUHYIO CTEIIEHb MACKYJIMHUA3AIUY.

B ocHOBe aHIpPOreHOBOI HEUYBCTBUTEIBHOCTHU JIEKUT OTCYTCTBUE aKTHBALUU
reéHa pelenTopa aHApPOreHa W HapYILICHHE CBSA3BIBAHUS C HUM TECTOCTEPOHA U €ro
aKTUBHOTO MeTadoimMTa - JeruaporecTocTepoHa. Hapylienue penentopHoro
CBSI3BIBAHUSI C TECTOCTEPOHOM M €r0 aKTUBHOW (POpPMOI MPUBOAUT K OTCYTCTBHUIO
aJIeKBaTHOTO OTBETA Ha aJ[POT€HOBBIM CTUMYJI, YTO MPOSBISAETCS (POPMUPOBAHUEM

Hapy>XHbIX TEHUTAIUMKA 1O JKEHCKoMy Tuny. HopmanbHas  npomykuus
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aHTUMIOJIJIEPOBOTO  (pakTOopa sMYKaMH IPUBOAUT K perpeccuu y OOJBHBIX
IIPOU3BOIHBIX MIOJUIEPOBBIX MPOTOKOB (MaTKH, (pajIonueBbIX TpyO, BEPXHEHW dacTu
BJATaJIMINA), HIKHSIS 4YacThb BJarajiiiia yKOpOYeHa M CJENO 3aKaH4YHWBaeTCH,
OOJBIIME MOJOBBIE I'yObl HETOPA3BUTHI.

[Ipon3BoaHbIe BOJB(OBBIX MPOTOKOB (CEMSBBIHOCALIUI MPOTOK, CEMEHHbIE
Ny3bIpbKA M MPHUJATOK CEMEHHHKA) B Pa3jIMYHON CTENEHW THIOIIa3upOBaHbl U
MOTYT HaXOAUThCSI B OPIOLIHON MOJIOCTU WM MAaXOBBIX KaHaJlaX, pexe — B OONbIINX
MOJIOBBIX Ty0ax. SM4UkM HOpMajbHO pa3BUBAIOTCS B MpENyOepTaTHOM BO3pacTe,
OJIHAKO THCTOJIOTMYECKH OTMedaeTcs rumepiuiazus kinerok Jlelnura. B mybeprare
HaOmonaercss aud@dy3HOoe WIH Y3JI0BOE TMEPEPOXKICHUE TUIMEPILIa3UuPOBAHHBIX
kiaetok CepTonu ¢ pa3BUTHEM TYyOyJsipHbIX aneHoM. llpomecc cnepmarorenesa
3aKaHUMBAETCS Ha paHHEH (a3ze, 10 CO3peBaHuUs CLIEPMaTO30U/IOB.

[Ipy moNHOW HEYYBCTBUTEIBHOCTHM K aHJPOreHaM OOJbHBIE C POXKIACHUS
BOCIIUTBHIBAIOTCS B JKEHCKOM MacnopTHOM mosie. llcuxocekcyanbHOe MOBeIeHUE
COOTBETCTBYET JKEHCKOMYy Tumy. B myOepratHoM Bo3pacte (opmupyercs
HOPMAJIbHBIN XKEHCKUIM (PEHOTUN. Y OOJIbHBIX XOPOIIO Pa3BUTHI MOJIOYHBIE JKEJIE3bI C
U pepeHInPOBAHHOMN KENE3UCTON TKAHBIO, ITOJIOBOE OBOJIOCEHHUE CIa00 BBIPAXKEHO
WIM OTCYTCTBYeT. OTMedaeTcs MpPEBBIIIEHNE KOHEYHOI'O POCTAa JAHHOM TI'pyMNIbI
NAI[MEHTOB OTHOCUTENIBHO HUX (PEHOTUIUYECKU-TEHETHUYECKUX I[OKa3zaTeiei, 4To
BEPOATHO 00YCJIOBJICHO BIMSHUEM T'€HOB, 3KCIPECCUPYIOLINXCS HA Y -XPOMOCOME.

[Tpu naGopatopHOM 00cCIeIOBaHUU OOJIBHBIX C TOJHOM (hopmoit 3a00sIeBaHUS

ypoBHU JII' moBeimensl, @CI' — HOpMasbHbIE. BBICOKME 3HaUY€HUS TECTOCTEPOHA
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SBJISIIOTCS] PE3YJIbTaTOM TOBBIIIEHHOM 110 MEXaHU3MY oOpaTHOM cBsi3u cekperuu JII.
KonBepcusi TectoctepoHa B AETHAPOTECTOCTEPOH CcHUXeHAa. KoHueHTpauuu 3I;
MPEBBIIAIOT YPOBHU XapaKTEpHbIC [JII HOPMAJbHBIX MYKUWH, HO HH3KHE IO
CpPaBHEHHUIO C HOpPMAaTHBAaMH I JKCHIIUH B (GOJITUKYIMHOBYIO (pa3y IuKIiIa.
[loBbIllIEHHBIE  MOKa3aTeM D  SBIAIOTCA  CICACTBUEM  IepudepUuecKoit
apoMaTHu3aIu OO0JIBIIOT0 KOJIMYECTBA TECTOCTEPOHA U JIOCTATOUYHBI JIJIs peaslu3alliu
dbemuHU3aMU nanueHToB.B nmepuoe mydeprata 00JbHBIE 00paIllalOTCs K Bpady I10
MOBOJIY OTCYTCTBHSI MEHCTpYaIlUid.
I'mnepnpoaykuusi ropMoOHa pocTa (M. BbIIIIe)
Cunapom Mapgana (cm. Bblle)
Cunapom Kuiaiingenarepa (cM. Bblle)
47 XYY cuHaApPOM (CM. BbIlIIE)
JJEHEHHUE IN'MIIEPCEKPEIIM TOPMOHA POCTA
I nasuvie yenu nevenus:

® yCTpaHCHHE KJIMHUYECKUX CUMIITOMOB 3a00JICBaHUS;

o nopmaymzarus cexkperuu CTIN u UDP-1, UOPCh-3,;

® JIMKBUJALMS UCTOYHHKA MOBBIIEHHON npoaykiuu CTT;

® TIpEAYNPEXKIACHUE PEIUANBA 3a00JICBaHUS.

OcHosHble MemoObl 1eYeHUs.:
® XUPYPrUYECKUU;
e MEIMKAMCHTO3HBIN;

® JIy4eBOM.
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Xupypruuyeckoe Jie4eHue

B nHacTosiee BpeMs aIeHOM3KTOMUS SIBISIETCS MeMoO0oM 8b1060pa npu iedenuu
akpomezanuu  u  eueanmusma.  Crnoco0 — ONEpaTHUBHOTO  BMENIATENIbCTBA
(TpaHCCeHOUTANBHBIN WM  TPAaHCKpaHUAIbHBINA)  OMpENeNseTcs pa3MepaMu
aZlecHOMBl M OCOOEHHOCTSIMU €€ pACIpOCTpaHEHMs. [JIaBHBIM NPEUMYIIECTBOM
ONEpaTHUBHOIO BMEUIATENbCTBA SBISIETCA ObIcTpoe HacTyiuieHue s@dekra. I[lpu
yCIEIHON (paJuKalbHON) OINepalud B PaHHEM I[OCICONEPAMOHHOM NEPUOE
orMmeuaerca Hopmanmuszauus ypoBHed CTI' (< 1 ur/mn npu OI'TT) u mokazarenei
N®P-1 (coOTBETCTBYIOT BO3PACTHBIM IMapaMeTpam).

Pemuccus 3aboseBaHus 3aBUCUT OT: pa3Mepa M XapakTepa paclHpOoCTpaHEHUS
aZIeHOMBI (IIpU SHAOCEIUIAPHON aJleHOME 4acTOTa PEMUCCUH COCTaBIseT 10 88%, npu
AKCTpaceusipHor — 10 45%); CTeneHn TEXHUYECKOro OCHAILlEHUs (MCIIOJIb30BAHUE
9HAO0CKOIIHYECKOTrO KOHTPOJIA, HEHPOHABUTaLlUH, MHTPAOIIEPALMOHHOTO
ropMOHaIbHOTO aHanm3a 1 MPT koHTposs); KBanuduUKauuy HeHpoxupypra (OIbIT He
MeHee 200 omepaumii €  TOPUMEHEHHEM  DHIOCKOMHUYECKOTO  KOHTPOJI,
HEHPOHABUTALIMH); OTCYTCTBHE MOP(OJIOTMYECKUX TMPU3HAKOB arpeccuu OMyXOJIH;
OTCYTCTBHE MTPU3HAKOB UHBA3HH OITYyXOJIH.

IIpn ycnenitHoM omnepaTHMBHOM BMEIIATENBCTBE YAaCTOTa IMOCIIEONEPALMOHHBIX
OCJIO)KHEHUI (Ha3aJbHasg JIMKBOpes, HecaxapHbld JuabeT, THUIOMUTYUTApU3M,
3pUTENIbHbIE HApYUICHHs, MEHUHTHUT) COCTaBJISIOT He Ooiee 2%.

Tepanusi aHajoraMm cOMaTOCTATHHA

B HACTOAIICC BPEMS IMTPUMCHATIOTCA 3 kjacca JICKAPCTBCHHLIX CPCACTB!
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® AHAJOIM COMAaTOCTATHHA;
® AHTAroOHUCTHI peuentopos [ P;
® aroHUCTHI J0(aMHUHOBBIX PELENTOPOB.

Jlnumenvuo  Oelicmeyiowjue  celeKmueHvle  AHANO2U  COMAMOCMAMUHA
(oxmpeomuo, naupeomud, canoocmamun-JIAP) ABIAIOTCS MpenapataMu BEIOOpaA MpU
MEANKAMEHTO3HOM JICUCHUH aKpOMETaIuy U Turantusma. [lpumensorces npu:

® Tepallud B  I[OCICONEPALlMOHHOM  NepuoAe Mnpu  HedIPPEKTUBHOCTH
XUPYPTrUYECKOro BMEIIATEIbCTBA;

® [I0CJIE JTyYEBOM TEPANHHU JI0 TOCTHKEHUS €€ pe3ysIbTaTa;

® NpPEIONEPalMOHHON MOATOTOBKE (YMEHBILAIOT Pa3MepPhl OMYyXOJIN);

® TiepBHYHAs Tepamusi OOJIbHBIX, OTKA3aBIIMXCSA OT OMEpaI WM HWMEIOIINX

IPOTUBOTIOKA3AHHSI.

Knmuanveckuit 3ddext OblcTppiii U BblpaxeHHbIH. Y 95% OOJbHBIX
ylIydiiaercss oOllee COCTOSHUE, YMEHBIIAeTCs TOJIOBHAas 00Jib, OTE€YHOCTb,
NOTIUBOCTh, apTanruu. OTMmedaercs oOpaTHOE pa3BUTHE HAPYIICHUW CO CTOPOHBI
CepICYHO-COCY/IUCTOM CHUCTEMBI: YMEHBIICHHE CHMITOMOB KapAHOMHUONATHH,
CHIDKCHUE  CHUCTEMHOW  apTEpPUaIbHOM  TUIIEPTEH3UHM,  JIEBOXKEIYIOYKOBOMU
TUNEPTPOPUH, YIYUIIAIOTCS TeMOMHAMUYECKUE MTOKA3aTEH, YMEHBIIIACTCS YacTOTa
HOYHBIX aITHO?.

Aumaconucmol peyenmopos [P (necéucomanm) — camoe 3PDEKTUBHOE
MEANKAMEHTO3HOE CPEJICTBO JICUCHHsI aKpOMeTralluy W TurantuzMa. Yepes 3 mecsiia

OT Hayaja Tepanuu peMuccus 3adosieBanus Habmonaercs y 97% manueHTos.
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[lerBUCOMaHT NPUMEHSAIOT MPU OTCYTCTBUU S(PPEKTUBHOCTH aHAJIOIOB
COMATOCTaTUHA NIPHU CPOKE JICUEHUSI UMU HE MEHEE 3 MECSLEB WU MPU COXPAHEHUU
BBIpQXEHHBIX TOO0OYHBIX d(p(dekToB mociae 6 MecAleB Tepanud aHaJloraMu
COMAaTOCTAaTMHA, HECMOTPS HAa UX KIWHUKO-TOPMOHAJIBHYI 3(P(PEKTUBHOCTD.
OTmeuaeTcst HopMasin3alysi ypoBHEN HHCYJIMHA, JTUIHIOB.

Aeonucmuol  0oghamunosvix peyenmopog WCIONb3YIOTCS NPU HEBBICOKOH
akTUBHOCTU 3aboneBanusi (ypoBeHb M®P-1 ne Oonee 750HT/Mi) U Hamu4yuu y
oonpHOrO cmemanHon (CTI-nmponakTUH-CEKpETUpPYIOLIEl) aJeHOMbI runogusa Kak
JOTNOJHUTENbHAS ~Tepanusg K XUPYPrUYECKOMY JICUYEHUIO/Iy4eBOM  Teparnuu.
Bo3moskHa KOMOMHaIMA ¢ aHAJI0raMy COMAaTOCTaTHHA.

JlyyeBas Tepanus

JlydeBas Tepamnus (y-Tepanusi, MIPOTOHOTEPANHUs) 3aHUMAET TPEThE MECTO IO
3HAYMMOCTH B JIEYEHUU AKPOMErajud M TUIaHTH3Ma M3-3a HUX CYLIECTBEHHBIX
HEJOCTAaTKOB (OTAaIEHHOCTh BO BPEMEHHU MPon3BoauMoro 3ddexra — e panee 6 - 24
MECALIEB OT MOMEHTAa IPOBEICHUS OOJY4YEHUS; Pa3BUTHE MAHTUIIONUTYUTApU3MA Y
60% OOJBHBIX) M COBEPIICHCTBOBAHMS MEIMKAMEHTO3HBIX M XUPYPrUYECKHUX
METO/IOB.

Ouenka 3¢ GeKTUBHOCTH JIeUEHHSI

Jiist otteHKu 3 (PEKTUBHOCTH MTPOBOIMMOM Tepanuu KOHTPoJbs ypoBHel CTI u
N®P-1 mpoBogutcs uepe3 3 — 6 — 12 mecsren ot Hadana tepanuu, MPT xoHTpons —
yepe3 6 — 12 mecsueB. Kpurepusamu pemuccun runepcekpeunu [P saBistores

KIIMHUKO-TOPMOHAJIBHBIC ITOKA3aTCJIM, YCTAHOBJICHHBLIC Ha OCHOBAHWHU KOHCCHCYC&
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BEIYIIUX HEWPOIHIAOKpHHOJIOroB u Herlpoxupypros (A. Guistina, A. Barkan, F.F.
Casanueva et al., 2000) (ta6i.3).
Tabmuma 3

Kpurepuu pemriccun akpoMerainu (TMraHTU3Ma)

CreneHp KOHTPOJIS Kpurepun

[Tonnas pemuccuss | OTCyTCTBUE KIMHUYECKUX NMPU3HAKOB aKTHUBHOCTH

CTI 6a3anpnbIi <2,5 HI/MI

Munumansnsiii yposenb CTI Ha pone OI'TT < 1 ur/mn
Hopmanenbeii ypoBens H®PP-1 cooTBeTCTBEHHO mnoONy U
BO3pacTy

Henonnas pemuccust | OTCyTCTBUE KIMHUYECKUX MPU3HAKOB aKTHBHOCTH
Munumanesbiil ypoBenb CTT Ha ¢pone OI'TT >1 Hr/mn
[ToBbriennsid ypoBenb MDOP-1

OtcyTcTBHE Hannure KNMMHUYECKNX MPU3HAKOB aKTUBHOCTHU
peMuccuu Munumanesbiil ypoBenb CTI Ha ¢pone OI'TT >1 ur/mn
[ToBbiiennsit ypoBenb MOP-1

JJEYEHUE CEMEMHOM (KOHCTUTYLUUOHAJIbHOW) 1
CUHJIPOMAJIbHOHN BBICOKOPOCJIOCTH
lloxazanusamu 1Jid Ha4aa J€YEHUS SIBISIOTCS:
e [porHo3upyemsiii poct 6osiee 3 SD ot cpennux 3HaveHui s noxia (198 cm
JU1s1 MalTbuuKoB U 180 cM 115t AEBOYEK);
® HaJUYKe 3HAYUTEIIbHBIX MICUXO0-COIMAIIBHBIX MPOOIIEM.
[TpumeHsrOTCS mpenapaThl MOJIOBBIX CTEPOUIOB, KOTOPHIC BHI3BIBAIOT paHHEE
MOJIOBOE CO3PEBAHUE U OBICTPOE 3aKphITHE IMU(PU3APHBIX 30H POCTA.
Hauunath neyeHue y A€BOYEK CIEAYET IMPU JOCTUAKEHUH KOCTHOIO BO3pacTa
11 — 11,5 nert. [IpenapaTsl 5cTPOreHOB YMEHBIIIAIOT MMPOTHO3UPYEMBIN pocT Ha 5 — 10

CM. TpaJII/II_II/IOHHO Ha4YWHAIOT  TCpaInio BBICOKOPOCJIOCTH C Ha3HaA4YCHUA
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STUHWIACTpaanoa per os B goze 0,15 — 0,5 Mr/cyTku A0 3akpbiTus 30H pocta. [Ipu
HEOOXOMMOCTH Yepe3 T'0oJl MOHOTEpAIMU ICTPOTCHAMH MEPEXOIAT K IMUKINYECKON
Teparuu 3CTPOreH-IIPOreCTareHOBBILIMU MIpENapaTaMH.

Y  MaJbuuMKOB  HUCHOJB3YIOTCS  MPEUMYLIECTBEHHO MPOJOHTUPOBAHHBIE
npenapatsl 3GUpoB TecTocTepoHa. JledeHne HaYMHAIOT MPU JAOCTUKEHUU KOCTHOTO
Bo3pacta 13 — 13,5 ner. [IpumeHstoT TectocTepoHa 3HaHTat B 103€ S00 Mr Kaxkabie 2
HEJIEJIM BHYTPUMBILIEYHO HA IPOTSHKEHUU 6 MECSLIEB.

[To6ouyHble 3(P(deKTbl TOPMOHAIBHOM TEpanuM BKIIOYAIOT: HapylIeHUE
JIUTIAJTHOTO CIIEKTPa, CKJIOHHOCTh K TPOMOOAMOOJIMM, XOJICIUTHA3, apTEPUATIBHYIO
TUTIEPTEH3UI0, HAPYIIEHUE MEHCTPYaJIbHOTO IUKJIA.
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