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CIIACOK COKPAIIIEHUI

AJl — apTepuanbHOE 1aBJICHHE

['P — ropmon pocra

N®P-1 — uncynuHONMo00HbIHM dakTop pocTa-1
JII' — nMrOTenHU3UPYIONNY TOPMOH

MIIK — MuHepanbHas IIOTHOCTh KOCTHOM TKaHU
[II'C — npeuMIIaHTAlMOHHBIA T€HETUYECKUN CKPUHUHT
[IIIP — nonuMepa3zHas UenHasi peaKus

CHIT — cunnpowm IllepemeBckoro—TepHepa
Y31 — ynbTpa3ByKOBOE UCCIIEIOBAHUE

OCI' — GomuKyI0CTUMYIUPYIOIIUIA TOPMOH
OKO — skcTpakopnopalibHOE OII0J0TBOPEHUE

SDS — standart deviation score (ko3¢ GUIHEHT CTaHIaPTHOTO OTKJIOHCHHS )

MOTUBAIIMOHHAS XAPAKTEPUCTUKA TEMbI

Tembl 3ansaTnii: «Hapymenue pocra y nerein», «IlooBoe pazButue y nerei.

Oo01uee Bpemst 3aHsiTHid: 12 4.

Bynymemy Bpauy He0OX01uMO 3HATh KIIMHUYECKHE OCOOCHHOCTH 3a00J1eBa-
HUSI, COMTPOBOXKAIOIIETOCS BBIPA)KEHHBIM U3MEHEHUEM (DYHKLIMU TMOJIOBBIX YKEJe3
U HU3KOPOCJIOCTBIO C OTHOCUTEJIIBHOW COMAaTOTPOIIHOM HEIOCTATOYHOCTBIO,
T. K. PaHHAS IMarHOCTHKA CUHJpPOMa, MPOBEIEHHUE a/IEKBATHOTO JJAOOPATOPHOTO U
MHCTPYMEHTAIIBHOTO MOHUTOPUHIA B MOBCEAHEBHON KJIMHUYECKON IPAKTUKE, CO-
BEPUICHCTBOBAHNUE CXEM JICUCHMS, CBOEBPEMEHHOE HA3HAYCHUE 3aMECTUTEIBHOU
TEpanuu NPy OTHOCUTEILHON HEOCTATOYHOCTH [ P M mepBUYHOM TUITOrOHAaaU3MeE
y nereit ¢ CLUT ymydmatoT pocTOBOM MPOTHO3, 00€CTIEYnBaIOT HOPMAJILHOE IOJIO-
BOE CO3PEBAHUE, YIyUIIAIOT KAa4e€CTBO KU3HH.

Heab 3ansaTusa: HayuuTbes nuarHoctupoBath CIIT B pa3Hbie Bo3pacTHbIE
nepHUobl, MPOBOIUTH 00CIEIOBaHUS, ICUCHHE, PeadMIINTAILIUIO TAI[IEHTOB.

3agauu 3aHATHA:

1. N3yuuTs:

— 3THOJIOTUIO, TATOT€HE3, KIMHUYECKYIO0 KapTUHY 3a00JeBaHMsl, COMPO-
BO’KJIAIOLIETOCS TOPMOHAIBHBIMU M META00JIMUYECKUMH HaPYIICHUSIMH;

— METOJUKY KIMHMYECKOH U JabopaTOPHON OLIEHKH HU3KOPOCIOCTH, TUIIO-
roHaJAu3Ma y JeTeu.



2. HayuuTtscs:

— OLICHUBATh BHEIIHUE MOP(OIIOTUYECKUE TPU3HAKH 3a00JIeBaHMS;

— aHaJM3UPOBATh U UHTEPIPETUPOBATH OMOXHUMHUUECKHE U TOPMOHAIbHbBIE
m3meHenus npu CLUT;

— COCTaBJIATH IU1aH obcnenoBanus pedenka ¢ CLUT B 3aBUCHMOCTH OT BO3-
pacra;

— IMPOBOAUTH JUPPEPEHINATBHYIO TUaTHOCTUKY (DEHOTUITMYECKH CXOHBIX
CHUHPOMOB C HU3KOPOCJIOCTBIO;

— COCTaBJISITh cxemy JieueHus aetei ¢ CLIT.

TpeOoBanus K HCXOAHOMY YPOBHIO 3HAHHUM. /)11 TOJIHOTO YCBOEHUSI TEMBI
CTYACHTY HEOOXOUMO IOBTOPUTD:

— M3 HOPMAJIBHOW aHATOMHUH: aHATOMHIO IOJIOBBIX JKEJIE3 U TMIOTAIAMO-
rUNo(pu3apHOl CUCTEMBI;

— HOpPMaJbHOW (PM3HOJIOTUU: HEUPOTYMOPAJIbHBIN U TOPMOHAJIBHBIN Mexa-
HU3MBI pETyJIIUH (YHKINUU NOJOBBIX XKeje3, (pusnonorndeckue 3hPexTsl ropmo-
HOB IMYHUKOB, COMaTOTPOITHOTO TOPMOHA;

— OHOJIOTUYECKON XUMUU: OMOCUHTE3 U META00JIU3M 3CTPOTECHOB;

— MPOTEAEBTUKU JETCKUX OO0JIE3HEW: METO/bl OOLIEKIMHUYECKOTO 00cIe-
JIOBaHUS ICTCH;

— (papmaxonorun: (papMaKOKMHETHKY U (hapMaKOJUHAMUKY SCTPOTE€HOB, CO-
MaTOTPOITHOT'O TOPMOHA.

KoHTpo/1bHBIE BONIPOCHI 3 CMEKHBIX IMCHMIIINH:

1. B dem 3akirouaeTcsi HEMPOIHIOKPUHHBIA KOHTPOJIb (DYHKIIUW STUIHUKOB?

2. Yto Takoe KapuOTHUIl, KAKOBA METOJIUKA €r0 ONpeaAeeHus?

3. B uem nposBasitorcst Ononorndeckue 3GGHeKThl SCTPOTreHORB?

KoHTpoJsibHBIE BONIPOCHI 10 TeMe 3aHATHS:

1. Maitte onpenenenue CHUIT.

2. [lepeuncnure ocHoBHBIE BapuaHThl kKapuoTtuna npu CLIT. Kakas renetu-
yecKas NpUYMHA JICKUT B OCHOBE HU3KOopociocTu ripu CIIIT?

3. [lepeuncnure ocHoBHBIE KinHUYeckue mposiiaerns CIIT.

4. Ha3oBuUTE OCHOBHBIE IIOKa3aHUs JJIsl PEHATAIIbHOTO U MOCTHATAIbHOTO
KapuotunupoBanus naureHTon ¢ CIIT.

5. Vkaxute nuarHoctuueckue (J1abopaTopHbIe U HHCTPYMEHTAJIbHbBIE) KPU-
TE€pUU NepBUYHOTO runoronaauima npu CIIT.

6. [lepeunciure auddepermumansao-guarnoctuaeckue orauuus CIIT u
cunapoma HyHaH.

7. HazoBute xomopOuansie coctostuust mpu CHIT.

8. Ilepeuncnure OCHOBHbIE OCOOCHHOCTH MPOSIBJICHUSI HU3KOPOCIOCTH Y Ma-
nuenTtoB ¢ CIIT.

9. Ilepeuncnure meroasl Tepanuu CILT B nerckom Bo3zpacre.

10. YkaxuTe OCHOBHBIC MOKAa3aHUS JI 3aMECTUTEIBLHOM TOPMOHAILHON
Tepanuu dctporeHamu npu CHIT.



3amaHus 19 caMOCTOATEeILHON padoThl. B npouecce nzyueHus JaHHOU
JUCLMILTAHBI HEOOXOAMMO O3HAKOMHTBCS C pa3zieioM «3abosaeBaHus pEeIpoayK-
TUBHON CHCTEMBI Yy >KEHIIMH» y4eOHHMKA Il CTYACHTOB «DHIAOKPUHOJIOTHS
(T. B. Moxopr, 3. B. 3a6aposckas, A. I1. [llenenskesuy, 2015). [Tocie sToro cre-
AyeT U3Y4YUTh MaTepHuall, IPEeICTaBICHHbIN B TaHHOM Y4€OHO-METOJUYECKOM I10-
co0uu, OTBETUTh Ha KOHTPOJIbHBIE BOIPOCHI K 3aHATHIO, PELLIUTh MIPEITI0KEHHbIE
TECTOBBIE 3aJaHMSL.

JIJ1 TOATOTOBKHU K 3aHATHIO PEKOMEHIYETCSl TAK)KE MCIOIb30BaTh COOPHUK
«OO0yuarolue TeCTOBbIE 33AaHUsD) 10 pa3zieny « DHIOKPUHOIOTHS U TECThI IS
CaMOKOHTPOJIS1 YPOBHS 3HAHUN CTYJIEHTOB 5—6-T0 KypCOB MO AUCLMILIIUHE.

BBEJAEHUE

CIHIT — 770 01HO M3 HaMOOJIEe YaCTO BCTPEUAIOIINXCS B MEIUATPUUECKOM
MPaKTHUKE XPOMOCOMHBIX 3a00JIEBaHH, KOTOPOE BKIIFOUAET PsiJ] TOPOKOB pa3BUTHUS
Y HApYIIEHUI CO CTOPOHBI BHYTPEHHUX OPraHOB, OOYCIOBIEHHBIX X-XpPOMOCOM-
HBIMHA aHOMaJNHUSAMHU. PacrpoCTpaHEHHOCTh CHMHApPOMA COCTaBiIsAeT 1 ciyyall Ha
20002500 peHOTUIIMYUECKIX HOBOPOXKICHHBIX IEBOUEK.

Brnepssie cunapom O0bu1 onucan H. A. Hepemesckum (1925) u X. Tephe-
pom (1938). TepHep BbLIETUI TpUATLy TUIMUYHBIX IS 3a00J1€BaHUS MPU3HAKOB:
BBIPAKEHHOE HapyllleHue (PYHKIMU TOHAJl, HU3KOPOCIOCTh, IIUPOKas JIaTepalib-
Hasl CKJaJiKa Ha 1iee (merHbIi nrepuruyM). [lepBoe uccieqoBanue KapuoTumna y
nauueHTok ¢ CIIT nposeaeno B 1959 r. U. @opioM, KOTOPBI yCTaHOBUII, YTO B
OCHOBE 3a00JI€BaHUS JICKUT MOHOCOMUS TI0 X-Xpomocome (kapuotur 45,X).

CBoeBpeMeHHas paHHSsl JUarHOCTUKA U COBPEMEHHAs TAKTUKA JICUCHHUS 3a-
00Js1eBaHMs MO3BOJISIOT YIAYUYIIUTh POCTOBOM NMPOTHO3 C TIOCTHKEHUEM COLUATBHO
MPUEMIIEMOTO POCTa, 00eceunuTh (OPMHUPOBAHNE BTOPUUYHBIX MOJIOBBIX MPU3HA-

KOB, TTIOBBICUThH KQUE€CTBO KWU3HHU U MOJHOCTHIO COLIMAIBHO aJallTUPOBATH MAI[UCH-
toB ¢ CIIT.

OITPEAEJIEHUE

CHIT siBnsieTcst XpOMOCOMHBIM 3a00JI€BaHHEM, TUATHOCTUPYEMBIM Y (PeHO-
TUNTAYECKUX JKEHIIHWH C OJJHOM MHTAKTHON X-XpOMOCOMOM U MOJHBIM WJIK YaCTHUY-
HBIM OTCYTCTBHEM BTOPOW MOJIOBOM XPOMOCOMBI B COYETAHUU C OJHUM WJIM HE-
CKOJIbKMUMU KJIMHUYECKUMU MPOSIBICHUSIMH.

Kmunnueckass nuarnoctrika CHIT ocHOBaHa Ha YCTaHOBJIIEHMM BO BpEMs
ocMOTpa pedeHKa ¢ 3a7ePKKOM pOCTa WITH ITOJIOBOTO Pa3BUTHS (PCHOTHUITMUYSCKUX TPH-
3HaKkoB (JIMMdeemMa, KppUIOBUAHBIE CKIIAJIKH IIIeH, HU3KHHA POCT BOJIOC, TITO3, SITUKAH-
TYC, MUKPOTHATHSI, BLICOKOE TOTHYECKOEe HE0O, pOTUPOBAHHBIE YIITHBIC PAKOBUHEI,
MHOYKECTBEHHBIC TTUTMEHTHBIE HEBYCHI) U XapaKTEPHBIX KIMHUYECKUX IMPOSBICHUMA
(paHHSIST CEHCOHEBpaAJIbHAs TYTOYXOCTh, BPOXKIIEHHBIC JICBOCTOPOHHHE CEpJICUHBIC
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aHOMaJTMK (KOApKTalusl aOPThI, IBYCTBOPYATHIA A0pTAJIbHBIN KJIAaH U a0pTaJIbHBIN
CTEHO3, aHOMAJIMM MUTPAIBHOIO KJIAllaHA Y CHHAPOM TMIIOIUIA3UH JIEBBIX OTAEIIOB
Cep/la), CKEJETHbIC, NAJbIEBbIE U MOYEYHbIE aHOMAINM, OCOOEHHOCTH Pa3BUTHS
HEPBHOW CUCTEMBI, Ay TOMMMYHHBIE 3a00JIEBaHHS, TAKAE KaK TUIIOTUPEO3 U LIETTUAKHSA ).

TEHOTHUII-®EHOTUIINYECKUM AHAJIN3

Bcem neBoukaMm ¢ TUMUYHBIMH CTUTMaMHU JU33MOpHOTEHEe3a PEKOMEH/I0-
BaHO kKapuoTtunupoBanue. C 3TOH 1EeNbI0 UCCIeAYI0TCs nepudepudeckue Iumdpo-
uThl. [Ipy BhIpa)KEHHBIX KIMHUYECKHUX MPOSBICHUSIX U OTCYTCTBUM W3MEHEHUH
IIPU UCCIIEIOBAHUU XPOMOCOMHOTO Ha00pa B TUM(DOIIUTAX PEKOMEHAYETCS TTOBTO-
PUTh KapUOTUIIUPOBAHME, UCIIONB3Ys Apyrue TKaHu (Hampumep, GpuOpoOiaacTs
WK OyKKaJbHbBIN 3NUTENN). 3apeructpupoBaHo 6osee 30 BapuaHTOB KapuOTHIIA
npu CLIT (tabu. 1). 45,X-MoHOCOMUS (ITOTHOE OTCYTCTBHE BO BCEX KJIETKAaX O/I-
HO 13 X-xpomocom) BcTpeuaetcs B 40-50 % cimyuaeB 3aboneBanusi. C MOHOCO-
Mueit X cBsizaHo okosio 10 % croHTaHHBIX a0OpTOB, TOJMBKO 1 % SMOpPHUOHOB C

KapuoTurom 45,X 1ocTuraer CTauu mioja.
Tabnuya 1
YacToTa BCTpEYaeMOCTH TUIHYHBIX XPOMOCOMHBIX U3MEHEHUIl Y NallHeHTOB
¢ cunapomom Ilepemesckoro—Tepuepa

Kaprorun Yacrora (%)
mo M. B. Ranke, 1989 | mo C. H. Gravholt, 2016

45,X 60,9 40-50
45,X/46,XX 13,3 15-25
45,X/46,Xi (Xq) 6,3
45,X/46,Xr (X) 4,6 B
CnoXHBIM MO3auIIU3M U APYTUE PEIKUe
Hapymrenus (46,Xr (X); 45,X/47,XXX; 6,5 3
45, X/46,XX/47 XX X; 45,X/46,XXp—)
45,X/46,XY - 10-12
46,Xi (XQq) 59 -
46,XXp— 0,9 -
46,XXq— 0,8 -
46,XX, del(p22.3); 46,Xr (X)/46,XX - 10
46,Xi (Xq); 46,Xidic (Xp) —
X-ayTocoMalbHas TPAHCIOKAITHS, Penxo
HecOaTaHCUpOBaHHAs B

s pa3snuyHbIX BApUAHTOB MO3aMIM3Ma XapaKTEPHO HAJIMYHME OJHOBpE-
MEHHO KJIETOYHBIX JIMHUU ¢ KapuoTUNoM 45,X ¥ KapuOTUIIOM C JIByMs U Ooiiee
MOJOBBIMU XpoMocoMaMH. CTPYKTYypHbIE aHOMAJIUH X-XPOMOCOMBI (JIEJICLHH,
M30XPOMOCOMBI U KOJIBIIEBBIE XPOMOCOMBI) BBISABIISAIIOTCA B 30 % ciiyyaes.

C pa3BuTHEM HOBBIX MOJICKYJISIPHBIX METO/IOB IMATHOCTUKHU BO3PACTAET Ya-
CTOTa BBIABJIEHUS] TEHETUYECKOTO Mareprana Y -XpOMOCOMBI, IPUCYTCTBUE KOTO-
POro KIIMHUYECKU MPOSIBIISIETCS BUPWIN3ALMENA, CMEIIAHHON TUCTE€HE3UE TOHA.
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Ucnons3oBanue [P B pearbHOM BpeMeHH C HECKOJBKHUMH Y -CHEIM(PHUUHBIMU
30HJaMU NTO3BOJISIET YCTAHOBUTH Y -MO3auLn3M Oojee ueM B 12 % ciyuaes CILT.
Hanuune renetnueckoro marepuaina Y -xpomocomsl y nauueHTok ¢ CLUT cBsa3ano
C BBICOKOM 4acTOTOW HEOIJIaCTHUECKON TpaHCPOpMAIMH MOJIOBBIX KeJe3 (ToHa-
700J1aCTOMBI ).

[Ipu coueranum kapuotuna 45,X/46,XY (wiau Ipyrux BapuaHTOB KapHO-
tuna) ¢ Mmyckum denotunom auarHo3 CLUT nenpaBoMoueH.

VYV 5 % nauuentoB ¢ CIUT oTMeuarOTCsi CTPYKTYpPHBIE aHOMAIUU Y -XpOMO-
COMBI (M30XPOMOCOMBI MO JITTMHHOMY IUIEYY M JAUICHTPUUECKHE XPOMOCOMBI) U
MO3AaWYHbIA KaPUOTHII, BKIFOUAKOIIUN KJIETOUHYIO JUHUIO C HAIMYHUEM Y -XPOMO-
COMBI WJIU €€ ()parMeHTOB.

Hwuskopocnocts npu CILT cesizana ¢ nenernueit rena SHOX (short-stature
homeobox gene), JIOKaIM30BaHHOTO B ICEBAOAYTOCOMHON 001acTH KOPOTKOTO
meya X-xpoMocombl (Xp22.2 u Xp22.3). I'en SHOX xoaupyet crienralibHbIN Oe-
JIOK, BBICTYNAIOIINNA KAK PETYJSITOP TPAHCKPUIILIMHU. [ arjioHEA0CTATOYHOCTD WIIH
nosHas noteps pynkuun SHOX-reHa onpenenstoT HETUIIMYHYIO TPOIUudepanuio
1 1UQPepeHIIMPOBKY XOHIPOLUTOB, UTO BBI3BIBAET 3AMEIJIEHUE POCTA TPYOUaThIX
kocTeil. CHkenue skcnpeccur reHa SHOX MoOXeT Ciy’KUTh OJTHOM U3 MPUYUH
ckeneTHbix aHoMmanuii ipu CIUT (nedopmarnuu ManenyHra, MUKpOTHATUH, YKO-
pOUYEHHS MEeTaKapaibHbIX KOCTEH, BalIbI'yCHOH eopmaniny, BEICOKOro HeOa).

KIMHUYECKHUE ITPOABJIEHUA

Kimanueckunii cnektp nposiBiennit CHIT BapbupyeTcst OT KJIaCCUYECKOTO
dbeHoTuna co TUMUYHBIMU CTUTMaMU AU3IMOpHOreHe3a 10 ¢heHoTuna 0e3 SBHBIX
WJIM MUHUMAJIbHBIX HAOJF0/1aeMbIX TTPU3HAKOB. JTO 00YCIOBIMBAET Pa3HbIN BO3-
pacT AMArHOCTUKU CUHJpOMA C MUKaMU B NIEPUOJIC BHYTPUYTPOOHOTO Pa3BUTHS,
MiaieHdecTBe, mpeamnyoeprare (8—12 jer) u mydeprate, Y MOJIOIBIX B3POCIBIX.

OCHOBHBIMH TMATHOCTUYECKUMHU KPUTEPUSIMU CUHIPOMA SBJISIOTCSI:

— HU3KOPOCJIOCTb;

— JIUCTEHEe3Us TOHA;

— HaJlMyue CTUrM JucMopdoreHesa.

®enorurmmueckue nposBierus CIIT y neteit pa3sHOOOpa3HbI, OTMEUAIOTCS
pa3IMYHBIC YaCTOTA U CTETICHb BHIPAXKEHHOCTH KIIMHUYECKUX MPU3HAKOB 3a00I1€e-

BaHus (TadI1. 2).
Tabnuya 2
YacToTa BCTPE4aeMOCTH BHEITHUX MOP(OJIOTHYECKHX IPU3HAKOB U MOPOKOB Pa3BHTHS
BHYTPeHHUX opraHos npu cunapome lepemesckoro—TepHepa

IMapamerp/cu- |Yacrora, .
o Kinnunveckuii npu3sHaxk
cTeMa/opraH %)
Pocr 80—-100 |Hu3kopociiocTs MpH POXKICHUHN, HI3KOPOCIIOCTH ITOCTIC POXKICHUS
SnyHUKH 80-100 |/ducrenesus roHan
[Hes 60-79 |KoporTkas, mupokas 1mesi; HI3KHi pOCT BOJIOC; KPBUTOBHIHBIC
CKJIQJIKH




Oxonuanue mabn. 2

Tapamerp/cu- | Hacrora, Kinununyeckuii npu3Hak

cTemMa/opran %
I'pynnas knetka | 60—79 |boukooOpasHas wii BOpOHKOOOpa3Has (popMma; THIepTEeIOpH3M
COCKOB
MovuessiBogsimast | 60—79 | Ta3oBast SKTONUS MOYKH; OHOCTOPOHHSISI PEHAIBbHAS arljia3us;
cucrema MOJIKOBOOOpa3Hasi MOYKa; aHOMAJIKsS MTOYSUHBIX COCYI0B, MOYE-
TOYHUKOB
Koxa 60-79 |Jlumdaruyeckuii OTEK KUCTEH U CTON; MMTMEHTHBIC HEBYCHI;

THIIEPTPUXO03; TUCIUIA3Us HOI'TeH; N3MEHEHUE IEPMaTOTIIU-
(uKH; anonenus; BUTUINTO

PotoBas monocte | 60—79 |['oTnueckoe HEOO; MEKPOTHATHS

Kocruprii ckener | 40-59 | O-o0pa3Hoe uckpuBlieHUE PYK (IedopMaliis JOKTEBBIX CyCcTa-
BOB), FoJieHeH; yKopoueHue 4-i1 u 5-i MACTHOM WM MPEATLTIOC-
HEBOW KOCTEH; CKOJIMO3; OCTEONOPO3

Cepneuno-cocy- | 40-59 | AopTanmbHbIi CTEHO3; aHEBPH3Ma/ IUIATAIIHSI A0PTHI; IBYCTBOP-

JUCTast CHCTEMA YaThlii A0PTATBHBIN KJIallaH; apTepraibHask TUIICPTCH3HS

Yim 40-59 | /ledopmanus yIrHbIX PaKOBHH; BOCIIAJICHUE CPETHETO yXa; TIIy-
X0Ta; HU3KOE PACIIOI0KECHUE YIIIHBIX PAKOBUH

I'maza 20-39 |IIT03; SMMKaHTYC; MUOIIHS, KOCOTJIa31e

Paccmotpum ocHOBHBIE trarHoctruueckue npusHaku CLIT, Takue kak HU3-
KOPOCJIOCTb U IUCT€HE3Ns TOHA.

Huskopociaocts. B 95-100 % cinyuaes CLUT compoBoxgaeTcst Hapyiiie-
HUEeM pocTa. TUTTMYHBIMY MTPU3HAKAMU 3a00JICBaHUSI SIBJIIIOTCS yMEPEHHAs! BHYTPH-
yTpoOHas 3aj7iep’KKa pocTa U MacChl Tejia pedeHKa (Mpu poXKICHUU CPEIHUE TIOKa-
3arenu maccol 2800 1 1 pocta 48,3 cm). XapakTepHa HOpMalIbHasi CKOPOCTh POCTa
70 3 JIeT ¢ MOCIEAYIOINUM MOCTENEHHBIM 3ameasieHueM K 14 rogam. Ilybepratnas
(aza «BBITATMBAHUS) MPOJOHTUPOBAHA C OTCYTCTBHUEM WIIM PE3KUM CHHKEHHUEM
cKayka pocta. TUNM4HOE ISl JAHHOTO CHHApPOMA MPOTrPECCUPYIOIIEE OTCTaBAHUE
KOCTHOTO (OMOJIOTHYECKOT0) BO3pacTa CIIOCOOCTBYET YaCTUYHOM KOMIIEHCAIIUU PO-
CTOBBIX 3HAYEHUI U BO3MOKHOCTHU MPOJOHKEHUS pocTa naiueHToB A0 1820 ner.
Poct B3pocnbix ¢ CIIT, He nedyennsix I'P, coctaBnser 142—-146,8 cMm.

B npui. 1 u 2 npencraBieHbl NEPHEHTUIBHBIE KPUBBIE POCTA U CKOPOCTHU
pocta JuIs 310poBbIX jAeBouek U nanueHTok ¢ CIHIT. Ha comaTtorpammax BHAHO,
YTO BEPXHssI TpaHuIla moka3aresneit pocra y nanueHTok ¢ CIIT npubmmkaercs k
3-My TEPICHTHIIIIO MTOKa3aTesei pocTa IeBOUEK C HOPMAIbHBIM KapUOTHUIIOM.

3aBucuMocTh KoHeYHOTo pocta nanueHTok ¢ CLIT ot BapuanTa kapuotuna
He okazaHa. IMeroTcst JaHHbie 0 0oJjiee 0J1aronpusiTHOM POCTOBOM MPOTHO3E Y Jie-
BOYEK C KapUOTHUIIOM, UMEIOIITUM H30XpOMOCcOMY X Wi Mo3auliu3M 45,X/46,XX.
BrisiBiieHa CBsI3b MOKa3aTelsis KOHEYHOTO POCTa JIEBOYEK C UX F€HETUYECKUM pO-
CTOM (4Y€M BBIIII€ POJAUTENH, TEM JIydllle POCTOBOM NporHo3). Haubonbiiee 3Haue-
HUE TIPU 3TOM UMEET POCT MaTepu, a He oTia pedeHka. Ha nmokasaTenb KOHEUHOTO
pOCTa 3HAYUTENILHO BIUSET U BO3MOXKHBIN CIIOHTAHHBIN My0epTar, CrocoOCTBYIO-
LI YCKOPEHUIO KOCTHOI'O CO3PEBAHMSI.



IIporuo3upoBanue KOHe4HOro pocta. Hanbonee pacnpocTpaHeHHBIM $IB-
JSIETCsl COCO0 MPOTHO3MPOBAHUSA KOHEYHOTO POCTa, MPH KOTOPOM Ha COMATO-
rpamme s nanueHTok ¢ CIIT ormeuaercs poct, 1 MHAMBUAYaIbHAs KpUBas pe-
OeHKa MPOJIOJKACTCS COOTBETCTBEHHO HAMIEHHOW MEPIEHTUIIN 10 0KUAAEMOTO
KOHEUYHOI'O POCTAa.

Kpome Toro, opueHTpoBOUHO KOHEUHbIN poct Aetei ¢ CLLT moxHo onpe-
JIEJIUTH 110 ciienytouieit hopmyse:

KOHEUHbIN pocT (cMm) = 0,63 - reneTudeckuii poct (cM) + 39,5 (cm).

Jucrene3uss roHaa. OIHUM W3 OCHOBHBIX JHArHOCTHYECKUX IMPU3HAKOB
CHIT, BeisBasieMbix y 80-100 % manueHToK, SIBIASETCS MOJIOBOW MH(pAHTUIN3M
(mepBUYHBIN TUIIOTOHAIU3M) BCJIEICTBUE TUCTEHE3UN TOHA/I.

Cy1liecTBYIOT ONpeneseHHbIE JIOKYChl X-XPOMOCOMBI, OTBETCTBEHHBIE 32
HOpMalIbHYIO0 AuddepeHunpoBky u (opmupoBanue suyHukoB (P11.1-11.3 wu
gl.2-2.1). CTpyKTypHBIE aHOMAJIHNH, MOBPEKIAIOIINE 3TH OOJACTH, MPUBOIIT K
JIBYCTOPOHHEHN TOHAIHON nucreHe3uu. ['oHaabl MpeACTaBIsIOT OO0 COeNUHMU-
TEIbHOTKAHHBIE TSKU, CoiepkKalire HeudPpepeHMpoOBaHHbIE KIETKU WU PyAH-
MEHTBI JKEHCKHUX MOJIOBBIX *keje3 0€3 OBapUalIbHBIX 2JIeMEHTOB. Y 18 % mnaiuen-
Tok ¢ CLUT Buzyanusupytorcs MOpQOJIOTHYEeCKH HOPMaJIbHBIC SIMYHUKU, Yallle
Ipy MO3auYHOM BapuaHte kapuotuna 45,X/46,XX wiu 45,X/47,XXX. MoHoco-
Musg X B JIeWKoLUTax nepudepruyeckoidl KpOBU HE MCKIIIOYAET HAIMYUS MO3au-
M3Ma B SMYHUKAX.

VY mona ¢ CLUT go 14-16-it Hegenu recTaliuu HE OTMEYAETCSl HAPYIIIEHUH B
pa3BUTHH SMYHUKOB. Bo BTOpO# moj0BHHE OEpEeMEHHOCTH Ha cTaauu (popMUpoBa-
HUS OOLIUTOB F€PMEHTATUBHBIEC KJIETKU OBICTPO JereHepupyroT. OoLUuThI porpec-
CUBHO aTpPE3UPYIOTCA, SMYHUKHU MIpEeBpaliatoTcs B GUOpO3HbIE TSHKU ¢ GOpMUPOBa-
Huem Streak-ronan. Takum oOpa3om, aHATOTHMYHBIA (DU3HOJOTHYCCKHIA MPOIIECC
MOTEPHU OOLIUTOB, TPOAOHKAIOIIMICA Y 3I0POBOM KEHIIIMHBI B TECHEHUE HECKOJIBKUX
NECATWIETHH, pe3ko nporpeccupyetr y aeBodek ¢ CIIT yxe npu poxaeHuu u B
OOJIBILIMHCTBE CIIY4aeB MOJTHOCTHIO 3aBEPIIACTCA K IEPBOMY TOAY KU3HU.

VY neBouek ¢ CIIT BHyTpeHHUE (MaTKa ¥ BJIarajuIle) U HApyKHBIE MTOJIOBBIC
opranbl c(OpMUPOBAHBI MPABMWIBHO. M3-32 OTCYTCTBHUS WMJIM HEAOCTAaTKa TOPMO-
HAJIBHOUW CTUMYJISIITUM OHU THMOIUIA3UPOBAHBI M OCTAIOTCS MH(DAHTHIIBHBIMU. Mo-
KET OTMEYaThCsl OTHOCUTENIbHASI TUIEPIUIA3Hsl KIINTOpa. BropuuHoe 0BONOCEHNE
(TOIMBITIIEYHOE 1 TIOOKOBOE) pa3BUBAETCS CAMOCTOSITENIBHO K 12—13 rogam, MeHee
BBIPAKEHO, YEM Y 370POBBIX JEBOYEK.

B 5-54 % cnyuyaeB y ManueHTOK MOXKET COXPaHAThCS OBapHayibHas (PyHK-
Us1, IPOSIBJIECHUEM KOTOPOM SIBJISIETCS CIIOHTAHHOE HA4yaso MOJOBOTO Pa3BUTHS C
YBEJIMUYEHHEM MOJIOYHBIX Xkese3. CaMocToSTeNbHbIN My0epTaT HaOI01aeTcs mpe-
UMYILIECTBEHHO MPU MO3aU4HbIX (hOpMax CUHIPOMA U SBJISETCS] HEMOJIHBIM U HE-
3aBEPILICHHBIM. PeryisipHblii MEHCTPYaJbHbBIN IIMKJ YCTAHABIMBAETCS TOJBKO Y
6 % MOJIpPOCTKOB CO CIIOHTAHHBIM IyOepTaToM. B nuTeparype onucanbl ciydyau
CIIOHTaHHBIX U TOBTOPHBIX OepeMeHHocTel U poaoB y xkeHIuH ¢ CLLT He Tonpko
C MO3aWYHBIM KapuOTHIIOM (45,X/46,XX), HO ¥ C TIOJITHOM MOHOCOMUEH.
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[TarmenTku ¢ Mmo3autusmMoM 45,X/46,XY uim anHoManusaMu Y -XpOMOCOMBI
MUMEIOT MOBBIIIEHHBIH prcK (7—10 %) MamurHU3ayuy MOJIOBHIX JKeJIe3 ¢ pa3BUTHEM
roHazo6macromsl. ['oHamobmacToMa sIBISIETCS TOOPOKAYECTBEHHOM OMYyXOJIbIO,
oOJanaronieil BBICOKUM MOTEHIIMAIOM 3JI0KaueCTBEHHOM TpaHC(POpMaIui U MO-
xKeT AuddepeHIUpoBaThC B JPYrue TePMUHOTEHHbBIEC OMYXOJIM, HAIIPUMED JIHC-
TePMHHOMBI U PEXKE B TEPATOMBI, SMOPHUOHAIIbHYIO KAPIIUHOMY, XOPUOKAPLIUHOMY.
Takum eBoYKaM MoKa3aHa MPEBEHTUBHAS TOHAIPKTOMHUSL.

TOPMOHAJIBHBIN CTATYC NAIIUEHTOK
C CUHAPOMOM HIEPEHIEBCKOI'O-TEPHEPA

Comatorponnasi pynkuus. Y 6onpmmHcTBa namueHTok ¢ CIIT comaro-
TporHast GyHKIMS MPU MPOBEJACHUU (PapMaKOJIOTHUECKUX MTPOO UMEET HOpMAaJlb-
HbII1 MakcumanbHbIi BEIOpoc I'P. YpoBens UDP-1 B ceiBopoTke y AeBouek ¢ CLUT
CONIOCTaBUM C KOHIIEHTPAUUEH Yy 3J0POBBIX IETEW, YTO TOBOPUT O HOPMaJIbHON
crnocoOHocTH AHAOreHHOro ['P ctumynupoBats cunte3 MDP-1. YMmenbieHue cek-
peuun comatoTponHoro ropmona y aeouek ¢ CIIT o6ycnoBieHo rumnosctpore-
HU3ALMEH U KOMIICHCUPYETCA MPHU 3aMECTUTEIBHON TEPANUU HU3KHMH J103aMU
ACTPOTEHOB.

TI'onaporponnas ¢pynkuus. J[iis CIHIT xapaktepHa nepBUYHask STMYHUKOBAS
HEN0CTAaTOYHOCTh. [[OBBIIIEHHBIE YPOBHU TOHAAOTPONHBIX TOpMOHOB (JII' 1 OCT")
C MEPBBIX HEJEIb KU3HU COXPAHSIOTCS 110 2-1eTHero Bo3pacra. C 3 o 7 et otMe-
yatorcsa HopMmanbHble KoHLleHTparuu JII' u @CI', uto 00ycnoBiaeHO akTUBaIMen
MEXaHU3Ma, MOJABJISIFOIIETO UMIYJIbCHYIO CEKPEIUI0 TOHAM0IuOepruHa He3aBH-
CUMO OT YPOBHS 3CTpOreHoB. Ilociie 8 neT ypoBHM rOHaJAOTPOIHBIX TOPMOHOB
BHOBB TIOBBIIIAIOTCS M BO3PACTAIOT B myOepTaTHbIil nepuoa B 10-20 pas. 3amectu-
TEJIbHAsl TEPaNMs >KEHCKUMHU IOJIOBBIMM TOPMOHAMH HE3HAYUTEIBHO CHUKAET
YPOBHM TOHAJOTPOIHBIX TOPMOHOB Y JeBouek ¢ CIIT.

B penkux ciaydasx y ManMEHTOK COXPAaHSAETCS HOpMaJIbHAs WM HE3HAYU-
TEJIbHO CHI)KEHHAs QyHKIMS SMYHUKOB. CIIOHTaHHBIN TyOepTaT HE SABISETCS T0JI-
HBIM U HE MPUBOJUT K IJIUTEIHOMY HOPMaIbHOMY ()YHKIIMOHUPOBAHUIO TOHA].

Coxpanenue peptunibHocTH Yy naneHTok ¢ CIIT Bo3MOXKHO, T. K. Y MHOTHX
NeBOYCK (DOIUTMKYIBI B SIMUHUKAX COXPAHSIFOTCS JI0 MOAPOCTKOBOTO BO3pacTa, a y
HEKOTOPBIX KEHIIMH ¢ MO3aUIIM3MOM (DOJUTHKYJIIBI TIEPCUCTUPYIOT B TEUEHUE MHO-
TUX JIET MOCJE 3aBepIIeHHs MyOepTara, HECMOTps Ha paHHIO MeHomay3y. Kpuo-
KOHCEPBALIKSI OOLMUTOB MOCJIE KOHTPOJIUPYEMOW TUIIEPCTUMYJISALIMU SIUYHUKOB SIB-
JISIETCSl OJTHAM W3 BApUAHTOB COXpaHEHUs! (HEPTHIILHOCTH Y MOJIOJBIX KEHIIHH C
Mo3anuHbiM CIIT. KoHcynbTupoBaHrue Mo BONMPOCaM PENpPOAYKIIMU PEKOMEHIY-
€TCsl HAaUMHATh BO BPEMsI IOCTAHOBKHU JMAarHo3a, 4ToObl y MallMEHTKU U €€ POJUTe-
neit ObLIo BpeMst 00,lyMaTh BOBMOXKHOCTb U MOCJIEICTBUS COXpaHEHUs (PepTUITHHO-
cTH (YBEJIMUEHHBIN PUCK MPEpPhIBaHNS OEPEMEHHOCTH WU BPOKICHHBIX Ae(hEKTOB
IPU UCTOIb30BAaHUH ayTOJIOTUYHBIX OOLIUTOB, MOBBIIIIEHHAS! MAaTEPUHCKAs 3a00J1e-
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Ba€MOCTh U CMEPTHOCTh NP HICHTUDHUITUPYEMBIX KapIUaIbHBIX (DaKTOpax Mpu 3a-
YaTHH ayTOJIOTUYHBIMH WJIH JOHOPCKUMH OOITUTAMM ) WK JieueHus Oecrutoawst. [1a-
IIUEHTKH JIOJDKHBI OBITH MPOMHGOPMUPOBAHBI O BO3MOYKHOCTH TIPEHATAIBHON reHe-
TAYECKOW TMarHOCTUKU U MPEUMILIAHTAIMOHHOW T'€HETUYECKON TUAarHOCTUKHU WJTH
CKPUHHUHIA JJaXe MPU OTCYTCTBUM y HUX VISl 3TUX NPOLETYP TOCTATOUYHOIO KOJIU-
yecTBa AMOpPUOHOB, MoOdy4YeHHBIX B pe3yibrate DKO. [Ipu KOHCYyNbTHpOBaHUU
HE00X0UMO MH(POPMHUPOBATH O JIPYTUX BapUaHTaX MAaTEpUHCTBA (YCHIHOBJICHHE,
CypporaTHO€ MaTepUHCTBO).

Tupougnas pynkuus. CILT yacto coueraercs ¢ 3HAOKpUHONATUSAMU (TH-
pouauT XammuMoTO, TUIIOTUPEO3, TUIIEPTUPEO3). AHTUTENA K MUKPOCOMAIbHOU
dbpakiuu Wiv TUpEoUIHOM nepokcuaaze HaxoaaT y 60 % nereit ¢ CLLT, onnako
KIIMHAYECKHEe M3MEHEHUs (DYHKIMH MIATOBUIHOW JKEJIE3bl BCTPEUAIOTCS 3HAYH-
TeIBHO pexe (runmoTrpeos B 4—10 % cioydaes).

Yraesoaubiid 00meH. /s CIIT xapakTepeH BRICOKHNA PUCK PA3BUTHUS UHCY-
JIMHOPE3UCTEHTHOCTH U OXUpeHusl. imerotuecs: 1anHble 00 YBETMYEHUN YaCTOThI
caxapHoro nuadera 2-ro tuna y skeHimuH ¢ CIIT saBisiroTcss TpOTUBOPEYUBBIMH.
OnuncaHHbIE KIMHUYECKUE CIyYal COYETAJIUCh C BBIPAXKCHHBIM OXUPEHUEM WIIH
HACJICJICTBEHHOM MPEIPacoIOKEHHOCTHIO K HAPYIIEHUIO YTIIEBOIHOTO OOMEHA.

JAUAT'HOCTHUKA

IIpenaTanbHasi IMATHOCTHKA. AHOMAJIUHU MOJIOBBIX XPOMOCOM MOTYT OBITh
OoOHapy>XeHbl MPEHATAIbHO WHBAa3MBHO C MOMOIILI0 OHMOTICUM BOPCHH XOpHUOHA
WM aMHUOLIeHTe3a. He3aBUCMMO OT MoKa3aHuii, Npoueaypbl TECTUPOBAHUS WIIU
KOHKPETHOTO pe3yJibTata 00ce10BaHusl He0OX0IMMO TIPOBEJICHUE TeHETHIECKOTO
KOHCYJIbTUPOBaHUA (Bpaya-TeHETHKA) JI0 U TIOCIIe JIF000# MpeHaTaIbHON TUarHo-
CTUYECKOMW MPOLEIYPHI.

B OonpmmHCcTBE cnydaeB npeHatanbHoe BbisiBiieHne CLLT sBnsercs ciy-
YalHOW HaXOJKOW NP MPOBEACHWHM aMHHOIIEHTE3a, KOT/Ia ONMPEACICHUE KapHo-
THUIIA TJI0/1a TPOBOJIUTCS MO ApyruM npuunHam. Hanbosnee yacras u3 npuuuH —
BO3PacT MaTEPU — HE CBS3aHA C MOBBIIEHHBIM PUCKOM BO3HUKHOBEHUS TAHHOTO
CHUHJIpOMA.

VYabrpaconorpadus urpaeT BaXKHYHO POJIb B MPEHATAILHOW JUArHOCTHKE
CHIT. CymiecTBYIOT XapakTEpHbIE YIbTPAa3BYKOBbIE TPU3HAKH, KOTOPBIE aCCOLIMH-
poBanbl ¢ CIIT. K HUM OTHOCSTCSI yBETUYEHHUE TOJIIMHBI BOPOTHUKOBOTO MPO-
CTpPaHCTBa, KUCTO3HAs TUTPOMA, KOAPKTAIIHUS A0PTHI U/ WU JE(EKTHI JICBBIX OT/IEIIOB
cepaia (KOTopble JOHKHBI OBITh JOTIOJTHUTEIHHO BU3YaTM3UPOBAHBI C TTIOMOIILIO
aXxokapauorpaduu mioa), Opaxuredanms, moueyHbIe aHOMAJIMK, MHOTOBOHE, Ma-
JIOBOJIME, BHYTPUYTPOOHAs 3a7ieprKKa poCTa.

Hannune ropmoHanbHbIX HApYIICHUH MaTEepy MPU MPOBEICHUN CKPUHUHTA
10 TPEM HWJIM YeThIpeM MoKa3aresisaiM (o-(peTonpoTerH, XOPUOHNYECKUN TOHAI0-
TPOMUH YEJIOBEKA, MHTMOWH A, HECBSI3aHHBIN ACTPUO) TAaK)KE MOXKET YKa3bhIBATh
Ha BbICOKYIO BeposiTHOCTh CIIT y miiona.
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[TockonpKy KapUOTHII PY AMHUOIIEHTE3€E OTpaXkaeT aHanu3 GpudpoOIacToB,
JUTSI IOATBEPKICHU [TPEHATANIBHO ycTaHOBIeHHOTO auarno3a CIIT y Bcex manm-
€HTOB HEOOXOIMMO MTOBTOPHOE KapHOTUIIUPOBAHUE TIOCIIE POKIACHUS.

10 % cnyyaeB HEBBIHAIIIMBAEMOCTH OEPEMEHHOCTH CBS3aHbI C MOHOCOMUEH.
VY mnonoB ¢ kapuotunom 45,X oTMeudaercs BbICOKasi 4aCTOTa CIOHTaAHHBIX a0op-
TOB Ha paHHUX CpoKax OepeMeHHOCTH. Toybko 0K0J0 1 % 3MOPHOHOB ¢ KAPUOTH-
oM 45,X TOCTUTAIOT CTaAuM 3pesioro mioja. OgHako HaTu4Yue MOJHONH MOHOCO-
MUU U XapaKTEePHBIX MPU3HAKOB Mpu Y 3U (KMCTO3HOM TUTPOMBI, TUM(ATUYECKOTO
OTEKa U JIp.) HE UCKITIOYAIOT POKIACHHUE )KU3HECTTOCOOHOTO HOBOPOXKIEHHOTO.

[Tpu Hambosee yacTo BeTpevaromuxces hopmax Mozauiuzma (45,X/46,XX;
45,X/46,XXiq) KIMHUYECKHE TMPHU3HAKKH CHHAPOMA MOTYT OTCyTCTBOBaTh. Ilpu
MIPOBEJICHUU MTPEHATAILHOTO TEHETUYECKOT0 KOHCYJIbTUPOBAHUSA HEOOXOAMMO YUH-
THIBaTh BBICOKYIO BEPOSTHOCTb PACXOXKACHHUS MEXIYy LIUTOT€HETHUYECKHUMH Hapy-
HICHUSIMU M XapaKTePOM KIMHUYECKUX ((DEHOTUITMYECKUX ) MPOSBICHUN.

[II'C ucnons3yercs B nporpammax OKO. OH mpemmaraercsi KEHIIMHAM C
MPUBBIYHBIM HEBBIHAIIMBAHHEM OEPEMEHHOCTH WJIM MpPU HEYJAYHbIX MMILIAHTa-
UsAX SMOPHOHA, UCIIOIB3YETCS B KAYECTBE METOJa 0TOOpa IMOPHUOHOB ISl YBEJIH-
YeHHs 4acTOThl HacTyIieHus: 6epemenHocty ripu DKO. Takum ob6pazowm, III'C sB-
JsieTcs JONOTHUTENBHBIM criocoooM nuarnoctuku CIUT, uto npu 6onee mmpokom
UCIOJIb30BaHUU B OyAyIIEM MOXET OKa3aTh 3HAUUTENIbHOE BIMSHHUE Ha Paclpo-
CTPAaHEHHOCTb JAHHOTO 3a00JIEBaHUSL.

IHocTHaTajbHAsE AMArHOCTUKA. B MexayHapoJHOM KOHCEHCYCE I10 BEe-
Huto nanueHTok ¢ CIUT npeyaraercss HOBbIM NOAX0A K KAPUOTUIIUPOBAHUIO TIPU
IIUArHOCTHKE 3a00JIEBAHHUS.

Ilokazanus K XpOMOCOMHOMY AHANUZY:

1) HanMuMe eMUHCTBEHHOTO KIIMHIUYECKOTO MPU3HAKA:

— KHCTO3Hasi TUTpOMa T1J10]1a, 0OCOOCHHO B TSkKeEJI0M (hopme;

— UAMONATUYECKAs] HU3KOPOCIOCTh;

— JIEBOCTOPOHHMI BPOXKJACHHBIA MOPOK cepAla (TUIIUYHO JIBYCTBOPYATHIN
AOpTaJbHBIM KJlanaH, KOApKTallMsl, aOPTalbHBIA CTEHO3 (C JBYCTBOPYATHIM a0p-
TaJIbHBIM KJIAaIIaHOM WUJIM 0€3 HEero), aHOMaJMi MUTPAJIbHOTO KJlallaHa U CUHAPOM
TUIOIIa3U M JIEBBIX OTJIEJIOB CEpALa);

— 3ajiep’KKa MOJIOBOTO CO3pEBaHUs/MEHapXE;

— Oecmiaoaue;

— XapakTepHbIE CTUTMbI TU3dMOpuoreHesa (uMmdenema, KpbUIOBHIHbIC
CKJIQJK{ ILI€H, HU3KUI POCT BOJIOC, ITO3, AMUKAHTYC, MUKPOTHATHSI, BBICOKOE I'0-
TUYECKOE HEOO, pPOTUPOBAHHBIE YIIIHBIE PAKOBUHBI);

2) He MEHee JIBYX U3 CICAYIONINX KIMHUYCCKUX MPU3HAKOB:

— TouYeyHas aHoMalus (MOJKOBOOOpa3Hasi MOYKa, €€ OTCYTCTBUE WIIM THIIO-
niazus);

— nedopmanus MajenyHra;

— TICUXOJIOTUYECKHUE U/ UM TICUXUATPUUECKHE POOIIEMBI;

— MHO>XECTBEHHBIE TUTMEHTHBIE HEBYCHI;
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— JUCIUIACTUYECKHUE WM THIEPBBITYKIIbIE HOI'TH;
— JpYTrHUe BpOXkKJACHHbIE HOPOKHU cep/ilia (YACTUYHBIA aHOMAJIbHBIN JIETOYHBIN

BEHO3HBIN BO3BPAT; 1e(EKT MEKITPEICEPTHON MEPErOPOIKH BTOPUIHOTO TUTIA; JIe-

(EKTHI MEKIKEITYTOUKOBOM MEPETOPOIKHU, MBIIIICYHBIE U MEMOPAHO3HEIE);

— HapylleHue ciayxa B Bo3pacte 10 40 JeT B COUETaHUU C HU3KUM POCTOM.

[Ipy XpOMOCOMHOM aHanu3e KyJIbTYphbl Nepudepuyeckux JIUMQPOIUTOB
KpOBHU peOeHKa BBIABIIAIOTCS KOJIMYECTBEHHbIE HapylIleHus: kapuotumna. [Ipu BbI-
paXEHHBIX PEHOTUNTMYECKUX MPOSBICHUAX U OTCYTCTBUU XPOMOCOMHBIX HapyIie-
HUU NpU KApUOTUITUPOBAHUH B JIUM(POLUTAX AOMOTHUTEIIBHO MPUMEHSIETCS KYJIb-
TUBUpOBaHUE (HUOPOOIACTOB KOKHU MU APYTHUX OPraHOB (TOHATHBIX TKAHEH ).

[Tpu Bupunuzanuu pedenka ¢ CLUT mnm Hanuyum XpoMOCOMHBIX (hparMeH-
TOB TOJIOBOK XpOoMOCOMBI (X mwin Y) IpU KapUOTUIIUPOBAHUUA HEOOXOAUMO JO-
MOJIHUTENIbHOE HCCIEOBAHUE C LENbI0 BBISIBJICHUS T'€HETUYECKOrO0 MaTepualia
Y-xpomocomsl. [Ipumensitorcs meroasl JJHK-rubpunusanum wim ¢iryopecueHt-
Hoi ruOpunm3anmu in situ (fluorescence in situ hybridization — FISH) ¢ u3yue-
HHEM Y -LIEHTPOMEPHI B pa3nnyHbIX TKaHsaX. [IL[P B pearlbHOM BpeMEHH ¢ MHOXKeE-
CTBEHHBIMHU Y -crielIu(UYHBIMH 30HAaMH Ooiiee 4yBcTBUTENbHa, yeM FISH, u
MOXKeT 00HapykuBaTh Mo3auliu3M Y B 12 % cimyuaes CLIT.

Baxubim siBsiercst onpeneienue SRY-rena (sex-determining region Y),
CBsI3aHHOTO ¢ Iu(depeHIIMpOBKON ToHaa o MyXckoMmy tumny. Hamuune Y-xpo-
MOCOMBI MOKET SIBJISATHCS MPUYMHOM pa3BUTHA TroHagoOmactomsl B 7—-10 % ciy-
yaeB 3a00J1eBaHMsl, IPEBEHTUBHASI TOHAIPKTOMMUSI OCTaeTCsl Tepanuel Bpioopa 1is
UCKJIFOUEHHS BO3MOKHOM MaJIUTHA3ALUU TOHA.

[TokazanusiMu 111 IPOBEIECHUSI KApUOTUIIMPOBaHUs peOeHKa Mpu MoA03pe-

Hun Ha CIUT sBisroTes psaa KITMHIYECKUX CUMITTOMOB, TIPEICTABICHHBIX B Ta0JI. 3.
Tabnuya 3
IToka3zanus K NMPOBECACHUIO ITOCTHATAJIBbHOI0O KAPUOTUIIMPOBAHUSA

Bo3pacTHoii nepuon IToxa3anust

HeonaranbHblii JIumparudecknit OTEK CTON U KUCTEH;

BHYTpUYTpPOOHas 3aJiep’KKa pa3BUTHS;

CTUTMBI 1U33MOproreHe3a (HU3KUi pocT BOJIOC, KPbIOBUIHBIE
CKJIAJIKH, TOTUYECKOe Hebo, nedopmalius u/uiu HU3K0e pacioioxkKe-
HUE YIIHBIX PAaKOBHH U JIp.);

BPO’KJICHHBIE TIOPOKHU Pa3BUTHSI JIEBBIX OTJEJIOB CEP/IIla, KOAPKTALUS
aopThI

[IpenyGepraTHbIii Cturmsl Au33MOpUOreHesa,;

HU3KOPOCIIOCTh (POCT MEHEee 3-T0 MePLUEeHTHIIS WIN —2 CUTMaJIbHBIX
OTKJIOHEHHS] COMaTOIPaMMBbl) CO CHU’KEHHUEM CKOPOCTH POCTa (CKO-
pocTh pocta MeHee 10-ro mepueHTuIs 11 BO3pacTa);

BPO’KJICHHBIE TIOPOKHU Pa3BUTHSI CEPACYHO-COCYIUCTON U IPYTUX CHU-
cteMm, xapaktepHsle A CIIT

[TyGepTatHbIit Cturmsl Au33MOpUOreHesa;

HU3KOPOCIIOCTh HECHOTO IE€HE3A;

OTCYTCTBHE Tenapxe B 13 neT, nepBUYHAs WM BTOPUYHAS aMEHOpes C
noBelieHHBIM ypoBHEM DCI', oTcyTCTBHE BU3yaIU3alluu SIMUHUKOB U
HEJIOpa3BUTHUE MATKH MO JaHHbIM Y 31
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PaHHss TnarHocTHKa CHHIpOMa MO3BOJISIET IPOBOAUTH CKPUHHUHT U BMEIIa-
TEJNBCTBA MPU TAKUX MpoOIeMax, Kak KOCOrja3ue, TyroyXocCTb, IIOYEUHbIE U Cep-
JE€YHO-COCYJUCThIE AHOMAJIUH, TUIIOTUPEO3, LIEIUAKUA, TPYAHOCTH B OOyYEHHUH,
TEM CaMbIM IOBBIIIAS KAYECTBO KU3HU MalUEeHTOB. OHA TAKXKE MOXKET YIYUIIHUTh
depTriibHOCTD y psiga aereit ¢ CIUT, mo3Bosisisi cBOeBpeMEHHO 3a0UpaTh OOLIMTHI
WM TKaHU SIMYHUKOB J0 TMOeNn 0OJIbIIOr0 KOJIMYECTBa (DOTTUKYIIOB.

JANODOEPEHIHUAJIIBHAA TUAT'HOCTUKA

Muorue knmunnyeckue nposieieHus: CLUT BcrpewaroTcst mpu apyrux 3a0o-
neBaHusAX. TOJBKO MOJHAsA OLEHKA KIMHUYECKON KapTUHBI C MOCIEIYIOIINM I~
TOM€HETUYECKUM MOATBEPKICHUEM IIOMOTaeT IMPAaBUIBHO YCTAHOBUTH JAUArHO3

storo curapoma. Cunapom Hynan cxonen penotunuuecku ¢ CHIT (Tada. 4).
Tabnuya 4
AnddepennuanbHo-quarnocTudeckue orianyusa cuaapoma lllepemesckoro—-Tepnepa
u cunapoma Hynan

IIpu3znak curT Cunapom Hynan

deHoTun Tunuunsnii nos CHIT [Toxox na CIIIT

[Topoku cepaua ITopokwu neBbIX 0THENOB, cTe- | [lopoku mpaBbIX OTIENOB, CTEHO3
HO3 a0pThI JIETOYHOU apTepuu

YmMmcTBeHHOE pa3Butue | OOBIYHO HOpPMAJIbHOE 3anepxka y 25-50 % nanueHToB

Poct npu poxnenun CHmxeH HopmasbHblit

Koneunslii pocT CHMKeH CHuxeH B 50 % ciyyaeB

I'oHazgm! Jlucrenesus ronaj OObBIYHO HOpPMAJIbHBIE

Ilon Kencknii My>KCKON WIH )KEHCKUI

Kapuorun N3menen Hopmanbnblii

Tun HacienoBaHus Her [IpennonoxXuTeabHO ayTOCOMHO-

JIOMUHAHTHBIN TUI

YacToTa BCTpe4aeMOCTH 3TOT0 FT€HETUYECKOT0 3a001eBanus — 1 cirydaid Ha
8 000 HOBOPOXKIEHHBIX neTel. ThI HacaeqOBaHUS TNPEANOIOKHUTENBHO ayTo-
COMHO-OMUHaHTHBIN. CuHIpoM HyHaH MokeT BcTpeyarbest CopaAuyeckKu U ObITh
00yCJIOBJIEH AKCIIPECCUEN TAaTOJIOTMUYECKOI0 TeHa, JIOKAIM30BaHHOTO Ha JTIMHHOM
miede 12-i XpoMOCOMBI.

Xapaxkrtepen ¢penorun CIIT. Her HapymieHus CTpyKTYphI ¥ YKCIIa MTOJIOBBIX
XPOMOCOM (HOpPMAaJIbHbIN KapUOTHII).

HuskopocnocTts ABIII€TCS THIIMYHBIM IPU3HAKOM cuHapoMa Hynan. Koneu-
HBIM poCcT MalTbuuKOB cocTaBiigeT 160—162 cm, neBouek — 150—-152 cm. Cekpenust
I'P (cioHTaHHAas ¥ CTUMYJIMPOBAHHASA) HE HAPYLIEHA.

XapakTepHbIMU NPU3HAKAMHU Y MaJbYUKOB SIBJIIOTCS KPUIITOPXU3M, MHK-
poreHuc, TUIoIIa3us ssuuek. B mybepratHom Bo3pacte popMupyercs NepBUUHBIN
TUNOroHaan3M, (GepTUILHOCTD Y MYXKUUH CHUXKeHA. [lonoBast u penpoayKTUBHAs
(YHKIMHU Y )KEHILIUH CTPaJatoT HE3HAYUTENbHO, OTMEYAETCS MO3/IHEE MEHapXe.

bonee 80 % comaTHyeCKMX U3MEHEHU COCTABIISIOT OPOKH IIPABbIX OTJIE-
JIOB cep/inia. 3aIep KKy YMCTBEHHOTO pa3BuTust UMetoT 25-50 % G0ombHBIX.
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OBCJIEAOBAHUE

[Tpu cOope anHamMHe3a yTOUHSIOTCS OCOOEHHOCTU T€YEHUSI OEPEMEHHOCTH U
POJIOB, CPOK recTallii, pOCT U Macca Tejna peOeHKa MPU POKIECHUHU, OKPY>KHOCTh
rOJIOBBI, COCTOSIHHME TIO 1IKasie Anrap (B 0anax), mepeHeceHHble 3a00JIeBaHUs U
orepaTHBHBIC BMENIATENLCTBA, HACIIEICTBEHHbIE 3a001eBanusl. BoiscHseTcs pocT
poauTenel ¢ pacyeToM I€HETHYECKOTro pocta pedeHka B caHTuMerpax u SDS

(J. M. Tanner, 1986):

poCT oTLA + POCT MaTepu

TeHETUYECKUHN POCT AJIs IEBOYEK (CM) = > - 6,5 cMm;

reHeTudeckuit poct (cm) — 162,2 cm

SDS reHeTH4ecKoro pocTa JJisl ICBOUEK = 3
cM

Kunnnueckoe o0ciienoBanue:

1. Obwuii ocmomp ¢ onpedeneHuem HaIUyus cmuem Ou3IMOpUoceHe3a
(Tabm. 2).

2. Aumponomempuueckue usmeperus. CTaHIapTHOE aHTPOIIOMETPUIECKOE
oOcleioBaHne peOeHKa BKJIIOUAET U3MEpPEHUE pocTa (10 2-JETHEro Bo3pacta —
JUTMHBI TeJa JieXka), MacChl Tella, OKPY>KHOCTHU TOJI0BHI. [lomydeHHbIe pe3yabTaThl
OIICHUBAIOT C UCIOJIb30BAHUEM KaK CTAHJAPTHBIX COMATOTPaMM JJIsl 3I0POBBIX Jie-
TeH, TaK U KPUBBIX pocTa U Macchl Tena i nauuenToB ¢ CIUT (mpuit. 1). Onpe-
JCINISIOT cKopocTh pocta pedenka ¢ CLUT (cm/ron) (mpwmit. 2). PaccunteiBaroT SDS
pocta peOeHKa OT CpeIHUX MoKa3aTesel s HopMalibHOU nomyssiiuu. SDS pocrta
pebeHKa MOXKET MIPUMEHSTHCS B KQUeCTBE MPOTHOCTUYECKOTO KPUTEPUsI OKOHYA-
TEJIBLHOT0 pocTa nanueHTa. SDS paccuuThIBarOT 10 opMyJie:

SDS = poct pebeHka (CM) — CpeTHUH JOKEHCTBYIONINI POCT ISl TaHHOTO BO3pacTta (CM)

CpeaAHCC OTKIIOHCHUC

JIist KaKZIoTo MmareHTa CO3JaeTCsl MHAMBHUAYyalbHas KpUBas poCTa C HUC-
noib3oBaHueM comarorpamm juist CIIT.

3. Onpeoenenue xocmuozo 6o3pacma. KocTHBIN Bo3pacT peOCHKA ompee-
JISIFOT HA OCHOBAHUM aHaJIM3a PEHTTEHOrPAMMBI JIEBOM KHUCTHU U 3amsICThs MO Me-
tony W. W. Greulich u S. |. Pyle (1963) unu J. M. Tanner (1965) ¢ ucnonn3oBa-
HUEM MHJEKCHBIX TaOJIHIL JJIsl pacueTa nporuozupyemoro pocta. ¥ aereit ¢ CIUT
pa3HUIla MEXAY XPOHOJIOTHYECKUM M KOCTHBIM BO3PAacTOM CoCTaBisieT 1-2 roja.
PaccunThIBalOT U CpaBHUBAIOT MOKA3aTEIU MPOTHO3UPYEMOIO U F'€HETUYECKOTO
pocTa (poCcTOBOI0 KOpHi0pa) peOCHKA.

4. Penmeenonocuueckoe ucciedoganue kocmeti ckeiema. PeHTreHomornye-
CKO€ MCCJIEOBAaHNE KOCTHON CHCTEMBI MIPOBOASAT TOJIBKO B CIIy4ae HAJIMYUA KIIU-
HUYECKUX CHUMIITOMOB HapylieHus (GOpMHUpPOBAaHUS CKelieTa (BPOXKIECHHOM JHC-
J1a3UU Ta300€PEHHOT0 CyCTaBa, CKOJIMO3a U JIp.).

5. Uccneoosanue cepoeuno-cocyoucmoti cucmemsl. [1pu kaxxaom BpaueOHOM
OCMOTpE MPOBOAAT u3MepeHue AJl Ha 00enx pykax cO CpaBHEHHUEM MOJyYEHHBIX
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PE3yJITATOB CO CPEAHUMHU 3HaUeHUsIMU Al 11151 310pOBBIX CBEpCTHUKOB. [Ipu nep-
BUYHOM OOpAIlleHUH JJIs1 UCKITIOYEHHs CTeHO3a aopThl onpeaenstoT AJ] Ha Horax
peodenka. [Ipu nosbiiennn A/l npoBoAMTCS CyTOYHOE MOHUTOPUPOBAHUE JIaBIIE-
HUS. DeKTpoKapaAuorpaduio BEIOIHIIOT IpY MIEPBOM BpaueOHOM OCMOTpE U Tie-
pen HayasioM Tepanuu ['P. Dxokapanorpaduo npoBoasAT Ipy NOCTAHOBKE IMAarH03a
3a00J€BaHMsl C MOCIEAYIOUMM JUHAMUYECKUM Ha0It0IeHHEM (TI0 OKa3aHUsIM).

6. Uccneoosanue mouesvigoosweti cucmemol. [Ipyu mepBUIHOM TOCEIICHUN
OCYILECTBIISIOT HCCIEA0BAHNE OOILEro aHaIu3a MOYH, YIbTPa3BYKOBYIO IHarHO-
CTUKY MOYEBBIBOJSIIEH CUCTEMBI JJI1 UCKIIOUEHHs] aHOMaJIMi pa3BUTUA (YIBOE-
HUE, TUCTOMUS, IOJKOBOOOpa3Hasi MOYKa U T. 1.).

1. Hccneodosanue nonoeoti cucmemsi. CTeneHb MOJI0BOTO PA3BUTHS TALIUEHTA
onpezessiercs no J. M. Tanner (1986). [Ipu ocMoTpe Hapy>KHBIX MTOJIOBBIX OPraHOB
oOpallaroT BHUMaHUE Ha JIMHHUIO POCTa BOJIOC, CTPOEHHUE KIUTOPa, pa3Mepbl 00JIb-
IIMX U MaJIbIX MOJIOBBIX T'y0, HaTM4Ke BUpuiau3aunu. OueHuBaloT UBET CIAU3UCTON
BXOJa BO BJIArJIMILE W XapaKTEP BBIACICHUNA U3 MOJOBBIX myTed. Y3W opraHos
MAaJIOro Ta3a JacT BO3MOXKHOCTb OINPEIEINTH JOKAIU3AUI0 MAaTKH U SUMYHUKOB y
JEBOYEK, YCTAHOBUTH UX Pa3MEphl, CTENEHb 3PEJIOCTH, YTOUHUTH COCTOSIHUE DHJIO-
metpusi. Y3U opraHoB Majioro tasza npoBOJST IPH MEPBUYHOMN TUArHOCTUKE 3a00-
JIeBaHUA U JIJ1s1 KOHTPOJIS 3PPEKTUBHOCTU IPOBOIUMON 3aMECTUTENLHON TEpANIUU
ACTPOre€HaMU C OIPEACIICHUEM JUHAMUKH YBEIIMYEHUs pa3sMEpPOB MaTKHU U CpaBHE-
HUEM C HOPMaJIbHBIMHM 3HAYEHUSAMM PAa3MEPOB I JAHHOIO XPOHOJIOTHYECKOIO
BO3pacra. I opMOHaJIbHAsE NMATHOCTUKA C MCCIIEOBAHUEM YPOBHEH ICTPAIHOIIA,
JIT', ®CT "y nereii ¢ CIIT umeet orpaHnyeHHOe 3HaueHHUE. [[0BBIIIEHHBIE KOHIIEH-
TpalUu FOHAJOTPONHBIX TOPMOHOB, 0c00eHHO DCI', yKa3bIBalOT Ha UMEIOLLYIOCS
nucreHesnto roHan. [lokazareny ropMOHaNBHOIO CTaTyca OTPAXKarT HE KOJMYe-
CTBEHHBIH, a KaYeCTBEHHBI pa3Mep OCTaTOYHOU roHagHou ¢yHkuuu. [Ipu 3ame-
CTUTEIILHOM TepaInu 3CTpOreHaMHu (3CTpOoreHaMu/TecTareHaMu ) OIpeieleHre KOH-
LEHTpaluui TOHAJOTPOITHBIX TOPMOHOB HE MMEET KJIMHUYECKOro 3HaueHus. [l
KOHTPOJISI aIEKBaTHOCTH MPOBOJAUMOTO JICUEHHUS U TOJ00pa 3aMECTUTEIBHOM JT03bI
rpenapara U3MepsIoT TOJIBKO YPOBEHB 3CTPOT€HOB KPOBH.

8. Uccneoosanue cencoprnoti cucmemul. OPTaabMOIIOTHUECKOE UCCIIEA0BAaHHE
IPOBOJUTCS OJHOKPATHO IOCJIE YCTAHOBJICHMs IHarHo3a. OnpenensoT oCTpoTy
3peHus (MCKII0YEHHE TUIepMeTponu, amoauonun). KoHcynbranus oToIapuHro-
JIoTa BBIMOIHSETCS MPU MEPBUYHOM OOpAIICHUU ISl UCKITIOUEHUS TPAH3UTOPHBIX
WJIM TIEPMAHEHTHBIX BTOPUYHBIX HAapyILIeHU! ciayxa. Hapymenue pedn MOXeT OT-
MEYaThCs MTPU OTCYTCTBUU MATOJIOTMH CITyXa (HOCOBOW MJIM BBICOKHI OTTEHOK I'0-
J0ca) U CBSI3aHO C OCOOCHHOCTSAMM CTPOEHHSI pPEYeBOro arrmapara (FOTHYECKOe
He00).

9. Oyenka ncuxocoyuanvrno2o pazeumus (KOHCYIbMAayUus NCUX0102d, NCUXO-
Hegponoza no noxkasauusm). Y nauuentoB ¢ CIIT ypoBeHb MHTEIUIEKTYalIbHOIO
Pa3BUTHUS BAPBUPYET TAK K€, KAK U B LIEJIOM B MOMYJISAUUU. TOJIBKO y JIEBOYEK C
KOJIBLIEBOM X-XpOMOCOMOM MOKET OTMEUYaThCsl YMCTBEHHAs OTCTAIOCTb. Bo3-
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MOXXHO HAJIMYHE CHEIU(PUICCKUX TICUXOJIOTHUECKUX MPoOjeM (TPYyIHOCTH B ald-
CTPaKTHOM MBIIIUICHUY, HAPYIICHUE KOHIICHTPAIIMN BHUMAHHUS, TICUXUYECKUN WH-
banTIi3M, Mdopudeckuii (HOH HACTPOEHUS, BHICOKAs BCTPEYAEMOCTh HEPBHOU
AHOPEKCUN).

10. Uccneoosanue onopro-osucamenvroco annapama. 11o moxkazaHusiM mpo-
BOJSIT KOHCYJIbTAlMIO OpTOMeEa JUIsl UCKIIIOUeHHs 3a00J1eBaHUN MO3BOHOYHUKA,
BPOKJICHHOM TUCIUIa3uu Ta300€IpeHHOro cycTaBa u Jip. JJig UCKITIOUeHUs HaJlU-
YHUsi OCTEONEHUU U OCTEOINOpPO3a PEKOMEHJOBAHO OMpPEENIEHUE ChIBOPOTOUYHBIX
YpOBHEM KaJIbLIMsI OOIIET0 U HIOHU3UPOBAHHOTO, hocdopa, MapKEepOB KOCTHOMU pe-
30pO1MH ¥ KOCTe0Opa30BaHMUs, UCCIIEIOBAHNE MUHEPATBHOM MIIOTHOCTH KOCTHOM
TKaHU (ICHCUTOMETPHSI).

11. Uccreoosanue 3HOOKPUHHOU CUCHIEMbL:

— uccneoosanue comamomponnoti yukyuu. Ilpu CIIT He uckmtouaeTcs
Hamuuue Aeduiuta ['P. Y yacTu naimeHToB CTUMYJISIIMOHHBIE TPOOLI HA COMATO-
TPOITHBIA TOPMOH MOTYT OBITH TIPOBECHBI 10 TIOATBEPKACHHUS TEHETUIECKOTO JTHa-
rao3a. ['opmonanbHasg nuarnocTrka aeduuura ['P npoBoanuTCs TOIBKO NAIMEHTKaM,
POCT KOTOPBIX HWKE 3-T0 nepueHTwis 1y aeBodek ¢ CLUT. g uckmouenus co-
MaTOTPOITHOM HEJAOCTATOYHOCTH JI0 Havasia Tepanuu npenaparamu ['P onpenenstor
ypoBHu U®P-1, uncynuHonono0HOro (hakTopa pocTa, CBS3BIBAIONIETO O€IoK-3,
NPOBOJIAT JIBA CTAH/IAPTHBIX CTUMYJISIIMOHHBIX TECTa (C MHCYJIMHOM, apTUHUHOM,
KJIOHUIUHOM u Jip.). COMaToTpoIiHasi HEJOCTaTOYHOCTh JUArHOCTUPYETCS, €CIIU
MaKCUMaJIbHBIN ypoBeHb BbIOpoca I'P Ha done ctumynsimu menee 10 Hr/miu B
2 TIPOBEJICHHBIX CTUMYJISILTMOHHBIX MPo0ax;

— uccnedoanue mupouono2o cmamyca. Yuantbias yactoe coueranue CLUT
C ayTOMMMYHHBIM THPOUJIUTOM CO CHIDKCHHOH (DYHKITUEH NTUTOBUIHOMN JKEJIE3Hl,
HCCIIEYIOT YPOBHU THPEOTPOITHOTO TOPMOHA, CBOOOAHOMN (pakiuu T4, TATPHI aH-
TUTEJ K TAPOUTHOM NEPOKCcHIase; mpoBoasT Y3 nmuToBuaHOM kene3bl. B momy-
OepTaTHOM BO3pAacTe€ KPaTHOCTh OOCIEAOBAHMS TUPOMUJIHOTO CTAaTyca ONMpeaess-
€TCsl TI0 MOKa3aHWsM, B MOJAPOCTKOBOM BO3pacTe MPOBOAUTCS HE pexke 1 pasza B
ron,

— uccneoosanue yene00H020 oomena. J{ns UCKIIOUEHUsT HapyIIIeHU ! yTiie-
BoaHoro oomena y manueHtoB ¢ CLIT mpoBomar mepopaibHBIA TITFOKO30TOJIE-
PaHTHBIN TECT MO CTaH/IAPTHOM METOJUKE HE pexe 1 pa3a B roa. Y Jerei ¢ BbICO-
KHM PUCKOM Pa3BUTHS CaxapHOro auadera 1-ro twma (Haaudue poJACTBEHHUKOB
1-# crenenu poacTBa ¢ AMabeToM 1-ro THMa, MOJIOKUTEIbHBIE AaHTUTENA K UHCY-
JUHY U OCTPOBKOBBIM KJIETKaM) HEOOXOAMMO MPUHUMATH BO BHUMaHKE TOOOYHOE
nnabeToreHHoe ACMCTBHE MPEmapaToB, MPUMEHSIEMBIX /IS 3aMECTUTEILHOM Tepa-
nuu (moJoBbie rTopMOHBI, ['P);

— uccneoosanue 1unuoHo2o oomena. ViccneqoBanne rmokasaresiei JUIINI0-
IPaMMBbI C ONPEACICHUEM OOIIEero X0JIeCTepruHa, TPUIIIULIEPUIOB, HH]IEKCA aTepo-
TEeHHOCTH TIPOBOJIST MOJPOCTKAM MPHU 3aMECTUTEIHHON Teparmuu 3CTPOreH-TecTa-
TeHHBIMU TIpenaparaMu He pexe 1 pasza B ro.

18



HABJIIOJEHUE

AmOynaTopHoe u ctanuoHapHoe HaOmonenue aeteit ¢ CIIT nmpoBoguTcs
COTJIACHO KJIMHUYECKOMY MPOTOKOTY «/[MarHocTrka M JIeUeHHUE MallMEHTOB C JH-
JIOKPHUHOJOTUYECKUMHU 3a00JI€BaHUSAMHU (JACTCKOE HACEJICHUE)», YTBEPKJICHHOMY
ocTaHoOBJIieHHeM MuHuUCTEepCTBa 31paBooxpadHeHus Pecnyonuku benapycs Ne 90
ot 23.08.2019. Yactora HaOt0AeHUS TAIMEHTOB 0€3 MPOBEJACHUS TEpPAIUH —
1 pa3 B 6 mecses, npu Tepanuu npenapatamu ['P, sactporeHoB (3cTporeHoB/re-
CTareHoOB), OKCaHJIpOJIOHOM — | pa3 B 3 Mmecsa.

JIJEYHEHHUE

OcHoBHbIMHU 3a1auamu JeueHus nmaueHTok ¢ CIIT aBnsroTcs yBennueHue
KOHEYHOT0 pocTa, (GOPMUPOBAHKNE BTOPUUHBIX MOJIOBBIX MTPU3HAKOB C YCTAHOBJIC-
HHUEM PETYJISIPHOTO MEHCTPYAJIBHOTO IIUKJIA, KOPPEKIHS IOPOKOB PA3BUTHUSA U IIPO-
(unaKkTHKa 0CTEOnopo3a.

Ipenaparsl I'P. [Ipumenenue npenapatoB reHHoOMHkeHepHoro ['P y na-
nueHTok ¢ CIIT, 3a uckiiroueHueM peaKkux CIy4aeB COUETaHUSI C COMATOTPOITHOM
HEJ0CTaTOYHOCTHIO, HE SIBJISIETCA 3aMECTUTEIBHOM Tepanueii. B mybepTaTHOM BO3-
pacrte y AE€BOYEK C JAHHBIM CUHJIPOMOM H3-3a IUCT'€HE3UU TOHA OTMEYAETCS CHU-
YKEHHE CIIOHTAaHHOU cekpenuu [ P 110 cpaBHEHUIO ¢ YPOBHEM 3/I0POBBIX CBEPCTHHILI.
PaszBuBaercst orHocutenbHbl neduuut I'P. Tepanus npenaparamu I'P ¢ nenbio
JOCTUKEHUS TyOepTaTHBIX KOHIIEHTPAIM TaHHOTO TOPMOHA UMEET JOCTOBEPHBIN
addekt Ha yckopenue pocta namueHTok ¢ CLIT npu oTcyTcTBUU XapaKkTepHOU
U1s myoeprata nporpeccuu occudukaruu. [Ipu cBoeBpeMeHHON TOpMOHAIBHOM
tepanuu (I'P, scTporensl) ynaerca yBenuuuth koHeuHslid poct aereit ¢ CLLUT na
3—-16 cM 10 OTHOIICHHIO K TTporHO3upyemMoMy (10 150—155 cm), uTo ymyuraer ux
Ka4eCTBO KM3HHU U COUMAIBHYIO aJalTalHIo.

PexomMeHnnioBaHO pannee nauano mepanuu npenapatamu ['P mpumepHo B
BO3pacTe 4—6 JeT u npeanoyTuTesbHo A0 12—13 net. [lokazanusamu s crapta
JICUYCHUS ABJISIOTCS:

— pocT pebeHka Huke 3-TO MEPIEHTUIISI COMATOTPaMMBbI ISl 3I0POBBIX
CBEPCTHHUKOB;

— Hallnyue 3aJepKKU pocTa (HarmpuMmep, CKOpocTh pocta Huxke S0-ro nep-
IEHTWJIs, HAOJIro1aemMasi B TeueHrne 6 MeCAIeB NPH OTCYTCTBUHU APYTHUX MPUUUH
HU3KOPOCJIOCTH);

— peOEHOK MMEET BBICOKYIO BEPOSTHOCTh HU3KOPOCIOCTH (Hampumep, He-
BBICOKMU POCT POAMUTENEH U IPEAIOJIaraéMblii HU3KUM POCT BO B3POCIOM BO3-
pacTte) WM y)Ke JOCTHT TI0JIOBOM 3pEJIOCTH HA MOMEHT TIOCTAaHOBKH JIMAarHO3a.

Tepanus I'P HazHavyaeTcs 1pyU r€eHETUYECKOM TMOATBEPKIACHUMN JUAarHo3a B
J103aX, YCTAHOBJIEHHBIX MEXIYHAPOAHBIMU MPOTOKOJaMu. [Ipn Hanmuum uzBecT-
HBIX BBICOKHX OHKOJIOTHYECKUX U IPyTruX puckoB y nauueHTok ¢ CIIT ot nedyenus
I'P BO3nepxuBarorcs.
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PexoMeH10BaHHasi CyTOUYHAsl J03a IMpENnapaToB COMATPOIMHA COCTABISET
4550 mxr/kr nwim 1,3—1,5 mMr/mM? ¢ BO3MOKHOCTBIO IMOBBIMIEHUA A0 68 MKI/KT
(2 Mr/M? COOTBETCTBEHHO) IPH HEOIArOIPHUATHOM IIPOrHO3e pocta. Hanbomee >¢-
¢dextuBHBIM pexxumoM Tepanuu [P manmentok ¢ CIIT cuntaercs ero exxeaHeBHOES
MOKOKHOE BBeIeHHE B BeuepHee Bpems (B 20.00-22.00 mepex cHOM).

PexomenoBan MOHUTOPHUHT 3P HEeKTUBHOCTH U Oe30macHoCTH JieueHus ['P
C MPOBEIACHUEM AHTPOIIOMETPHUM KaxKable 4—6 MecSUEeB U U3MEPEHUEM YPOBHS
N®DP-1 xak MuHumywMm 1 pa3 B roJ.

[Tpumenenue npenaparoB I'P sadpdextuBHee npu crapre Tepanuu B Oosee
paHHEM BO3pacTe. DTO CBA3aHO HE TOJIBKO C (PU3UOJIOTHYECKUMHU BO3PACT-3aBUCH-
MBIMH U3MEHEHHUSMH CKOPOCTH POCTA, HO U C MPOIOKUTEILHOCTBIO JOMy0epTaT-
HOT'0 IIepro/ia, B TEYEHHUE KOTOPOro pedeHOoK nmonyyaet ['P — dem oH anurtenbHee,
TeM O0JIbIlIe HAKOIJICHHBIN MOTeHIHaN pocTta. Kpome Toro, Ha (hoHe MpuMeHeHus
I'P y neBouek ¢ CIIT pomyGepTaTHOro Bo3pacra OTCYTCTBYET YCKOPEHHOE KOCT-
Hoe co3peBanne. Koneunsii poct nere ¢ CLUT npu no3aHo HayaTon tepanuu ['P
3HAYUTEIHLHO MEHBIIIC.

[Tocne nocTmKeHnss KOCTHOTO Bo3pacTa 14 jneT CKopocTh pocTa MalMeHTOB
pe3ko cHkaeTcs (10 2 cM B roj Ha ¢OHE JICUeHHs] COMAaTOTPOITHBIM TOPMOHOM),
YTO SIBJISIETCS OCHOBAHUEM ISl IIPEKpallleHus Tepanui rpenapatamu ['P. B macto-
siee BpeMst pocT 150 cM sBIeTCS JOCTUKUMOM TENbIO JUTsl OOJIBIIMHCTBA JEBO-
yek ¢ CIIT.

Ha3nauenue I'P He TOJIBKO MOJIOKUTENBHO BIMSIET HA POCTOBOM MPOTHO3,
HO ¥ YJIyYIIIaeT IPOIOPIINH TeNa, CHOCOOCTBYET HOPMAJIU3AIMH JUACTOINIECKOTO
A/l m mokazarenei munmuIHoro oomMeHa (0OIIHiA X0JIeCTepUH, JTUITOITPOTCHHBI HU3-
KOU 1 BBICOKOM TJIOTHOCTH ), yMEHBIIICHUIO CTENIEHU BBHIPAXKEHHOCTH a0IOMUHAITb-
HOT'O 0KUPEHUS CO CHUYKEHUEM MHCYJIMHOPE3UCTEHTHOCTH.

AHaloau4eckne cTepouabl. AHaOOIMYECKHUI CTEPOUI HOBOTO MOKOJIEHUS
(HeapoMaTU3UPOBAHHBIN AHAPOTEH — OKCAHJIPOJIOH) UMEET MUHHUMAaJbHBIE IO-
O0ounble fAeiicTBUs. OCHOBHOW MEXaHHU3M €ro JCHCTBUSI 3aKJIF0YAETCS B HEMIOCPE/I-
CTBEHHOM BJIMSIHUM Ha POCT XPSAIIEBOM TKAaHW, HE BMEIIMBAsICb B CHUCTEMY
«I'P — UDOP-1y.

Couerannoe npumenenue I'P u okcanaposiona y nanuentok ¢ CIIT ycunu-
BA€T POCTOBOM CKAYOK CO CHHYKEHHEM MPOAOJIKUTEIIBHOCTH TEPANIUU MO CPABHE-
HHIO C U30JIMPOBAHHBIM UCIOJIb30BaHuEM [ P.

OnHoBpeMeHHOE MpUMeHeHne komouHaruu ['P 1 okcanaposoHa peKoMeH-
nyetcst y aetedl B Bo3pacte 10 JieT U cTapiie ¢ BbIPaXKEHHOW HHU3KOPOCIOCTHIO
(poct Hmxe 50-ro nepuentuns s nauueHtok ¢ CIIT), He moidyyaBIIMX paHee
neuenue I'P.

HauanbsHas 103a okcanaposnona cocrapisieT 0,03 MI/Kr/cyT, moaiep>KuBaro-
mas g03a — He Bbime 0,05 mr/kr/cyt, ecau auardo3 CIIT ycTaHOBIIEH MO3IHO
(u, cnenoBaTenbHO, JedeHre I'P Hauanock mo3aHee) W/ WM €CTh HEYI0BJIETBOPHU-
TEJIbHBIA POCTOBOM MPOTHO3 TOJIBKO MpH cTaHaapTHoU no3e ['P. Jleuenne okcana-
POJIOHOM CJIElyeT PEKOMEHI0BATh 10 Hayalla Teparuu 3CTPOT€HAMH.
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He pexomenayercs MpuMeHEeHne OKCaHAPOIOHA IIPU KOCTHOM BO3pacTe pe-
OeHka 10 7 JIeT UM XpPOHOJOTHYECKOM BO3pacTe MeHee 8 JeT. Y MalueHToK, IMo-
JYYaKIINUX JIEYEHUE ITUM IpenapaTomM, MPOBOASIT MOHUTOPUPOBAHUE CKOPOCTH
pocTa, BO3MOKHOCThH HEXeNaTeabHbIX dPHEKTOB (3aepKKH TelapXxe U MEHapXe,
710303aBUCUMOM BUPWIIM3AIUY (KIUTOPOMETaNs, OTpyOieHre rojioca, THPCYTH3M
u akHe)). OkoHuaTeabHbIN pocT nanueHTok ¢ CIIT, nomydaBmux oKCaHAPOJIOH U
I'P, Ha 2—5 cm BbILIE IO CPABHEHUIO C JIEBOYKAMHU, HAXOAUBIIMMHUCS TOJIBKO Ha
Teparuu COMATPOITUHOM.

ctporensl. [Toutn 90 % neouek ¢ CIUT TpeOyroT 3amecTUTEIBLHOM rop-
MOHAJIBHOW TEpanuu JJIsi MHUIMAIMU W/WIN MOoJAepKaHus mydeprara u npodu-
JAKTUKH OCTEONopo3a. PaHHEe Ha3HAYEHHE MOJIOBBIX CTEPOUJIOB YJIYUIIAET KO-
THUTUBHBIC (PYHKIIMU 1 KauecTBO Xu3HHU. Y marnueHTok ¢ CIIT, momydarommmx
3aMECTHUTENIbHYIO 3CTPOT€HOTEPAINIO, MOXKHO JOCTUTHYTh HOPMAJIbHBIX Pa3MEPOB
MaTKH, YTO 00ECIEeYNBAET BO3MOKHOCTh HACTYIUICHHUS] OEPEMEHHOCTH.

B coOTBeTCTBUU C MEXIYHAPOIHBIMU PEKOMEHIAIMSIMU MO AUATHOCTUKE U
nedyenuto CIIT (2017) HazHaueHHEe 3CTPOTCHOB CJIEAYET MUHUITUUPOBATH B BO3PACTE
11-12 net ¢ yueToM KOCTHOTO Bo3pacTa. Jlo Hayasia 3CTporeHoTepanuu, ¢ Bo3pacra
11 net, pexkoMeH10BaHO exeroaHoe onpeneneHue yposuen JII' u @CT" g1t onieHKH
BEPOATHOCTH HACTYIUICHHUS CIIOHTAaHHOTO IybepTaTa. JleueHue nojioBbIMU CTEPOU-
JaMU HAYMHAIOT IIPU BBICOKUX 3HAYEHUSX TOHAIOTPONUHOB. [loka3zaTenn aHTUMION-
JiepoBa TOpMOHA M MHrMOMHA B, mpoaylmpyeMbIx KJI€TKaMH TpaHyje3bl, MOTYT
OBITh MCTOJB30BaHBI JIsl OIEHKU OoBapuaibHOUM PpyHkuuu y nesouek ¢ CHIT. Mx
OTPEEIICHUE SIBIIECTCS TOMOJHUTEIBHBIM KPUTEPUEM IMPOTHO3a CIIOHTAHHOI'O Ha-
yajia myoepraTa 1 HOpMaJIbHOTO MOJIOBOTO PAa3BUTHSL.

He pexomeH70BaHO MPUMEHEHUE MaNbIX 103 3CTPOr€HOB B JomyOepTare
JUTS yITy4IIeHUs] TPOrHO3a pOCTa.

Jlna nanumanuu nyoeprara y aeBouek ¢ CIUT ncnonb3yroT HU3K0103UPO-
BaHHBIE ACTPOTreHCOAEpKAIlME IpenapaThl (3cTpaanoa Bajgepuar, 173-3crpaaunon,
ATUHUIACTPAINOIT) (Tab1. 5), UTO MO3BOJIIET COXPAHUTh POCTOBOM MOTEHIIUAI Y T1a-
nreHTok ¢ CHIT xak momyyaromux JiedeHue npenaparaMu COMaTponuHa, Tak Uy
IUTAHUPYIOIIUX €ro cTapT. TpaHcaepManbHbIN MyTh BBEACHUS SIBISETCS MPEIO-
YTUTENbHBIM. [IpH TaKOM HCTIOJIb30BAaHUM JIEKAPCTBEHHOIO MIPEMapaTa OTCYyTCTBYET
NEpBUYHAS CTAMS IEUEHOYHOTO METab0IM3Ma U KOHIIEHTPAIIKs SCTPOTe€HOB Hapac-

TaeT IUIaBHO.
Tabnuya 5
/{03MpoBKa ICTPOTreHHBIX MPeNnapaTroB

IIpenapar HavyanbHas nyGepTraTHas 1032 B3pocJias no3a
TpaHcaepManbHbIE 3CTPaANOIBI 3—7 MKr/cyT 25-100 mkr/cyT
MUKpOHU3UPOBAHHBIN OPATIBLHBIN 0,25 mr/cyt 1-4 mr/cyr
17B-3cTpaanon
DTUHUIACTPAANOI 2 MKT/CyT 1020 Mkr/cyT
Jlero-s3cTpaanon 0,2 mr/mec. 2 mr/mec.
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HauanbHas 103a scTpaguona cocrasiser io (0,2 mr) mma g (0,25 mr) or
B3pociion 703kl (2 Mr). J[03y 3CTpOre€HOB YBEIMYMBAIOT KaXiable 6 MeCSIIEB,
J0CTUTasl TIOJHOM 3aMEeCTUTENbHOM (2 Mr/cyt sctpaamnoina BHYTph, 0,1 mr/cyr
TpPaHCIEPMAILHOTO CTPaaUOIa WK 2,5 MI/MeC. 3CTpaauoiia TUIPONHOHATa JJIs
BHYTPHUMBIIIEYHOTO BBeleHUs) uepe3 2—3 rona. Koppekiusi 1036l mpenapaTroB
IIPOBOJIMTCS] HA OCHOBAHUM YPOBHEW 3CTPAM0IIa B KPOBH, ITOTYUYEHHBIX C UCIIOJIb-
30BaHHEM BBICOKOUYBCTBUTEIBHBIX JAOOPATOPHBIX METO/IOB.

[Tocne nosiBiieHUsI IEPBOM MEHCTPYALIMK WK Yepe3 2 rojia OT Havaja 3CTpo-
TrE€HOTEpaIllii PEKOMEHIOBAHO JOIOJIHUTEIBHOE Ha3HAYEHHE MPENapaToB Mporec-
TepoHa. B mocnenyronemM peKkoMEeHIyeTcs NEPEeXo] Ha [UKINYECKUN PEXUM WIH
UCIOJIb30BaHNE KOMOMHUPOBAHHBIX MPENApaToB JJis 3aMECTUTEIBHON TOPMOHAIIb-
HOM TEPAIHH.

Jnsa neBouexk moapocTkoBoro Bo3pacta u xkeHimuH ¢ CIIT cymecTBeHHOM
COMaTHYECKOU MPoOJIEMOil SIBISIETCS HAPYLIEHUE COCTOSIHUS KOCTHOM TKaHU C 4Ya-
CTBIM Pa3BUTHEM OCTEOICHUU M OCTEONOpO3a, MEPEIOMOB KocTei. Puck nepeno-
MOB YBEJIMUMUBAETCS C BO3PACTOM M cBs3aH ¢ Oosiee Hu3kol MIIK. OnHoit u3 npu-
yuH cHkeHust MIIK sBisieTcs InuTenbHbIi 1eUITUT TOPMOHOB (B OCOOEHHOCTH
acTporeHoB). HopmalibHbIe MOKA3aTENM MOJIOBBIX CTEPOUAOB B KPOBU MOBBIIIAIOT
aKTUBHOCTh OCTE00JIACTOB M CHUKAIOT CKOPOCTh KOCTHOTO PEMOJICIUPOBAHMUSI.
Ot10 npuBoaUT K yBennueHuto MIIK u nmo3BosisieT npeAoTBpaTUTh OCTEOTIOPO3.

CAMOKOHTPOJIb YCBOEHUA TEMbI

1. Yka:xknte BapuaHThl XpOMOCOMHBbIX Hapyuienuii npu CIIT:
a) 45,X;
0) 46,XX;
B) 47, XXX;
r) 45,X/46,XX.
2. HazoBuTe ocHOBHBIE (peHOTHUNHYecKHe TIposiBiaeHus npu CIHIT:
a) HU3KOPOCJIOCTh MPHU POKICHUU;
0) KOpOTKasi, IUpPOoKas 1ies;
B) Ta30Basi HKTOMUSI TOYKH;
') TOTU4YeCcKoe HeOO;
1) BBICOKOPOCJIOCTb.
3. Jaa CHIT xapakTepHbI:
a) MOBbIIICHHBIN ypoBeHb NDP-1;
0) MOBBIIICHHBIN YPOBEHb TOHAIOTPOITHBIX TOPMOHOB;
B) CHUKEHHBIN YPOBEHB 3CTPAJANOJIA;
r) nosbiieHue MIIK;
1) cakenne MIIK.
4. Poct nereii npu CHIT:
a) 3aMeIJIACTCS;
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0) ycKkopsieTcs;
B) HE U3MEHSETCS.
5. JlabopaTropHoe moATBep KAeHHE NMePBUYHOro rumoroHagusma npu CLHIT
BKJIIOYaeT:
a) Uccle0BaHNE CYTOYHOM IKCKPELIMH CBOOOAHOIO0 KOPTU30J1a C MOYO;
0) vccnegoBaHNEe KOHIIEHTPALIMK 3CTPOTEHOB B KPOBU;
B) uccienoanue yposHeit JII' u ®CT;
I') TJIIOKO30TOJIEPAHTHBIN TECT.
6. Yposenb I'P npu CLUT moxkeT ObITH:
a) TMOBBIIIICH;
0) CHUXKEH;
B) HE U3MECHEH.
7. YKaxxute peKoMeHAyeMblid BO3pacT Hayaja Tepanuu npenaparamu I'P
npu CHIT B 1erckoM Bo3pacre:
a) 4 rona,
0) 12 ner;
B) 5 JeT.
8. Yka:xurte ocHOBHbIe npenapatsl s JedyeHusi CIIT y nereii:
a) I'P;
0) IITIOKOKOPTUKOMIBL;
B) IIpenapaThl Kajablus;
I') JIECMOIIPECCHUH.

OrBerbl: 1 —a,1;2—2a,0,8,1,3—0,B,1;4—a;5—0,8,6—0, B;
7—a;8—a.

CIIMCOK UCHOJIb30BAHHON JUTEPATYPBI
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COMATOI'PAMMA: CHHAPOM HIEPEHIEBCKOI'O-TEPHEPA
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KPUBAS CKOPOCTH POCTA:
CUHAPOM HIEPEHIEBCKOI'O-TEPHEPA
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