Cunaapom lllepemnresckoro-
Tepuepa (45,X)

NcTopus.

[lepBOe KNMHN4Yeckoe onncaHne cUMHLPOMa MOHOCOMUM MO X-XPOMOCOME KakK
oTAENbLHOM popMbl 6OE3HU DObINIO CAenaHo PycCcKkUM KnnHuyuctom H.A.
LLlepelwieBcknum B 1925 1., a B 1938 . ['. TepHep Takke onucan atoT cuHapom. lNo
doamMmununm aTnx y4eHblX MOHOCOMMUIO MO X-XPOMOCOME Ha3biBalOT CUHAPOMOM
LLlepelwieBckoro-TepHepa. B 3apybexxHon nutepaTtype B OCHOBHOM UCMNOMb3YIOT
Ha3BaHWe «CMHOPOM TepHepa», XOTA HUKTO He ocrnapusaeT 3acnyry H.A.
LLlepeLueBckoro




MalrdocCTI 7~

-
[narHocTuka cMHapoMa BO3MOXKHA YXKe B @)\;
nepuon HOBOPOXKAEHHOCTMU: )

§ [leBoukn poxkaarTca C HU3KOM Maccoun Tena u E 3§5:§
HebonbLLIOro pocTa;

§ OTmevaeTcsa OTEYHOCTb KUCTEN U CTON;
§ HW3KUM poCT BOSIOC Ha LLee, Les KOpoTKada C
KPbINOBUAOHLIMW CKNagkamu, naywmmMmm ot

cocueBnOHbIX OTPOCTKOB K rrievam,

§ XapaktepHa Yype3mepHasi NoABUXKHOCTb KOXW
Ha Lee.




Cunpgpowm LlepeweBckoro-TepHepa (45,X) - eaMHCTBEHHAs dOpMa MOHOCOMUK Y
XUBOPOXOEHHbIX. He MeHee 90% 3a4aTuin ¢ KapnoTmnom 45,X abopTupyeTcsa CrOHTaHHO.
MoHocomust X coctaBnsieT 15- 20% cpean BCeX aHOMasbHbIX KapuoTmnnos abopTyCcoB.

UacTtoTta cuHgpoma LLlepeweBckoro-TepHepa paBHa 1:2000-1:5000 HOBOPOXAEHHbIX
aesoyek. LintoreHeTuka cuHgpoma MmHoroobpasHa. Hapsagy ¢ ICTUHHOWM MOHOCOMUMEN BO
BCeX KreTkax (45,X) BcTpedaroTca gpyrne opmbl XPOMOCOMHbLIX aHOMarnnm rno nosioBbIM
XpomMocomMam. ITO Aeneumm KopoTKOro Unu ASIMHHOro nneda X-xpoMocombl [46,X,Xp-;
46,X,Xq-], N30XPOMOCOMBbI [46,X,i(Xq); 46,X,i(Xp)], KOnbLeBbIE XPOMOCOMbI [46,X,R(X)], a
Takxe pasnnyHblie BapnaHTbl MO3anumnsma.

JInwb 50-60% nauueHTokK ¢ cuHapomom LLiepelueBckoro- TepHepa MMeKT NPOCTYH
NOSIHYHO MOHOCOMUIO (45,X). EguHcTBEHHaa X-xpomMocoma B 80-85% crnyyYaeB MMeeT
MaTeEPUHCKOE NPOUCXOXOEHME U NNLWb B 15-20% - OTLIOBCKOE.

B ocTanbHbIX cnyyasx cMHAPOM 00ycroBneH pasHoobpasHbiM MO3auLM3MOM (B LIENOM

30-40%) 1 bonee pegkMmmMmmn BapnaHTamm geneumm, N3oXPOMOCOM, KONbLIEBbLIX XPOMOCOM.
o o



KnuHunyecku cnHapom LLlepeweBckoro-TepHepa nposiBNsieTcA
B 3 HanpaBneHusx:

yIMNOroHaan3m, HegopasBUTUE NOMOBbLIX OPraHOB U BTOPUYHbIX
NOMOBbIX MPU3HAKOB;

»BPOXOEHHbIE MOPOKN Pa3BUTUS;

3HU3KUIN POCT.




Co CTOPOHbI NONIOBOW CUCTEMBI
OTMe4aloTCHa OTCYTCTBME roHaA (areHesus
roHag), rmnonnasma MmaTku U MaToYHbIX TPYO,
nepBuMYHasa aMeHopesi, CKyaHOE OBOSIOCEHMNE
nobka v NnogmMbILLEYHbIX BNaguvH,
Heoopa3BUTME MOSOYHbLIX XKernes,
HeJoCTaTOMHOCTb 3CTPOreHoB, N30bITOK
rmnousapHbIX rOHagOTPOMNMMHOB.

Y peten c cnHgpomom Lepeluesckoro-
TepHepa yacTo (oo 25% cnyyaesn)
BCTPEeYarTCs pasHble BPOXAEHHbIE MOPOKN
cepaua n rnovex.

BHewHMn Bua 60mnbHbIX 4OCTATOYHO
cBoeobpaseH (XoTsa n He Bcerga). Y
HOBOPOXAEHHbIX U OETEN rPyAHOro Bo3pacTa
KOpOTKasi Wwesl C U3bbITKOM KOXU U
KpbIIOBMOHBbIMW CKagkamu, numdaTnyeckmn
OTEK CTOl, rofIeHEN, KUCTEN PYK U
npeannevuin. B LwWKonbHOM 1 0COBeHHO B |
NO4POCTKOBOM BO3pacTe BbISIBNSAETCS W e
OTCTaBaHue B pPOCTeE,

B Pa3BUTUN BTOPUYHbIX MOJ10BbIX NPU3HAKOB. | \




Y B3pOCIbIX OTMEYaloT HapyLLEHUS CKeENeTa, YepenHo-nnueBbIe
ON3Mopdmn, BasriblryCHY0 AeBMaLMIO KOSIEHHbIX U JTIOKTEBbLIX CYCTaBOB,
YKOpPOYEHME MeTaKapnasibHbIX N MeTaTap3albHbIX KOCTEN, OCTEONOPO3,
B6ouykoobpasHyto rpyaHyo KNeTKy, HU3KNUKM POCT BOSOC Ha Lee,
aHTUMOHIOSTONAHLIN pa3pes rnasHbIX Ween, NTo3, ArMNKaHT, PETPOreHuto,
HNU3KOE PacnosioXXEHUE YLLIHbIX pakoBMH. POCT B3pochbix 60nbHbIX Ha 20-30
CM HWXe cpefHero. TaKeCTb KITMHUYECKMX NPOSIBNEHNN 3aBUCUT OT MHOMMX
NoKa HEN3BECTHbIX (akTOpPOB, B TOM YMCre OT TUna XPOMOCOMHOM
natonorun (TpucomMmusi, geneunst, nsoxpomocoma). MosandHoie dpopmbl
bonesHu, Kak npaBuno, MetoT bonee crabblie NPOABNEHUS B 3aBUCUMOCTH

OT COOTHOLUEHMUS KITOHOB 46XX:45X.
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[leBo4ka c CMHOPOMOM
LLlepewieBckoro-TepHepa (LuenHble
KPbIFTOBUOHbIE CKNAaAKW, LUMPOKO
PaACnooXeHHbIE N HEOOPA3BUTbIE
COCKW MOJTOYHbBIX XKenea).



KnnHnyeckne cMmMnToMbl CUHAPOMA
LLlepelueBckoro-TepHepa u nx BCTpe4aemMocTb

CHMnOToMpI BcerpeyaemocTn, % OT 001er0 YHCAA
00AbHBIX

MancnnKuil pocT 100
BposxkinceHnas aumdeiema 65
KpBITOBHTHEIE CKIAIKH 65
Hu3kuit pocT BOJIOC Ha 1ICC 75
YII0MEeHHAA rpyaHas KNeTKa 55
KopoTtkas mes 50
Balnryciioe HCKpHUBICIIHE 435
M3MCHCHNE HOI'TCH Ha CTOIax H 75
KHCTAX

Bricokoe HEDO 70




/leyenne

NeyeHune 6onbHbIX ¢ cuHapomoM LLepeluesckoro-TepHepa KOMMNNEKCHOe:
1) pEKOHCTPYKTUBHAS XUPYPrust (BpOXKAEHHbIE NOPOKN BHYTPEHHUX OPraHoB);

2) NnacTudeckas XxMpyprus (yaaneHue KpblmoBUAHbIX CKNaaokK U T.1.);
3) ropMOHanbHoe neYeHne (3CTporeHbl, FOPMOH pocTa);
4) ncnxotepanusa. CBoeBpeMeHHOe NPUMeHeHe BCeX MeToA0B JIeYeHNs, BKNo4as

npuMeHeHne reHHo-MH>XXeHepHOro ropMoHa pocCTa, AaeTt ©0SIbHbIM BO3MOXXHOCTb
AdOCTU4Yb nNpmnemiemoro pocta n seCtu NOJIHOLUEHHYH XXN3Hb.



Jlnmdpatnyecknm otek ctonbl y
HOBOPOXOEHHOro C CUHLPOMOM

LLlepelueBckoro- TepHepa. ManeHbkune
BbINYKJIbl€ HOITMW.



1evernne 1 11poraos

Cneuunduyeckoe neyveHne cuHapoma LLepeweBckoro-TepHepa
OTCYTCTBYEeT, Ha JaHHbIN MOMEHT HET BO3MOXXHOCTM N3MEHEHUS KapuoTuna
YyerioBeka, HO CBOEBPEMEHHO Ha4vaTasi Tepanusi NoMoraet pebeHKy BECTU
HOpMarsibHbIN 0Bpa3s XXN3HMW.

CuMmnTomMaTUvyeckoe nevyeHmne COCTOUT U3 HECKOSTIbKUX 3TamnoB:

NMpnem aHabonunyeckux cteponaoB U COMaATOTPONMHA ANA YBEeSNIMYEHUSA
pocTa nauneHTKu;

JdcTporeHcoaepxKawime npenapartbl C Nepnoga rnosioBoro cCo3peBaHns ans
Pa3BUTUSA BTOPUYHbBIX NMONOBbLIX MPU3HAKOB U OPMMPOBAHNSA XKEHCKOIo
TENOCNOXEHUS;

JleyeHune BpOXAOEHHbLIX MOPOKOB Pa3BUTUSA;

KoppeKunsa BO3MOXHbIX KOCMeTU4YeCcKnx aedeKkToB.



| Iporunos

[MporHo3 Ans XnsHu 1 300poBbst 6raronony4YHbIi NPY OTCYTCTBUN TSXKENbIX
MOPOKOB Pa3BUTUS.

OnuTtenbHoe BpeMsi XeHLLUUHbI ¢ cuHapomoM LLlepeluesckoro-TepHepa
ocTaBanucbk 6ecnnoaHbiMU. Ha AaHHBIN MOMEHT B CBSA3M C YCMELLHbIM Pa3BUTUEM
PENPOAYKTUBHBLIX TEXHOMOMUIA BO3MOXHO HacTynneHne 6epemMeHHoCcT (MeTooom
9KCTpaKoproparnbHOro onfoA0TBOPEHUS C UCMONb30BAHNEM YYXUX ANLIEKNETOK).
B HekoTopbIX Cry4yasx npu cTtepTbix dopMax CUHAPOMAa BO3MOXHO CMOHTaHHOe
HacTynrneHne bepeMeHHOCTH, HO 3TO BCTPeYaeTcs KpaliHe peaKo B CBS3M C
Heaopas3BUTUEM SSIMMHUKOB M OTCYTCTBMEM CODCTBEHHbIX SNLIEKMNETOK.



Cnacmnbo 3a BHUMaHue

Puc. 9. Buemnnit Bujx Je-

BOUKH 12 JeT ¢ CHHAPOMOM

Ilepemenckoro — Tepuepa

(RpBIIOBHJIHBIE CRIAAJIKK
Ien).



