CuHapom KnanmHdenbsrepa

OnucaH B 1942 rogy X.B.
KnanHdensrepom. 3TOT CUHAPOM
BCTpe4vaeTca c Yactoton 1:500 — 1:750
HOBOPOXAEHHbIX Manb4YMNKOB.



CuHapom KnanmHdoenstepa BKto4aeT
cliy4dan nonmMcomMumn rno nosioBbIM
XpoMocoMaMm, NMpm KOTOPbIX UMEETCS He
MeHee OBYyX X-XPOMOCOM U He MeHee OOHOU
Y-XpPOMOCOMbI.

Hanbonee 4yacTo BCTpe4atoLmMncs u
TUMNWUYHbIX NO KNMMHUYECKOU KapTUHE CUHOPOM
— 9TO cnHapom KnanHgenesrepa ¢ Habopom
47 ,XXY.



[10 neprnoga nonoBoro co3peBaHuns
Marnb4YMKM pa3BmBalOTCA NOYTU HOPMAanbHO,
NULb C HEDOSbLLINM OTCTaBaHUEM B
NCcUXmM4Yeckom pasBuUTun. 'eHetnyecknm
ancdanaHc B cBA3U ¢ 4obaBO4YHOU X-
XPOMOCOMOW KIMNHUYECKN NPOABIIAETCSA B
nepuoa NorfioBoro co3peBaHnsd B Bnae
HeOopas3BUTUA ANYEK U BTOPUYHBIX MY>KCKUX
NonoBbIX Npu3HakoB. CeMeHHble KaHanbLbl
4acTo aTPOPUPYIOTCA, a cnepmMmaTo3onibl He
BblpabaTbIBAOTCS, YTO ABMASAETCS NPUYNHOU
CTEPUIBHOCTMW.



Y MY>X4UH Cc cMHapomMoM KnanHdoensrepa permctpupyercs
NOBbILLEHHLIN YPOBEHb XapakTepHoro Ans xeHwuH OCT,
KOTOPbIN BblOAENAETCHA C MOYOW; MOMNOYHbIE XKenes3bl
yBenu4yeHbl, COCTOAT U3 NSIOTHOW COeaUHUTENbLHON TKaHW. B
npouecce BO3MYXaHuda y 00MNbHbIX C 3TUM CUHOPOMOM
CKnablBaeTcs eBHYXOUOHbIW TUM CTPOEHUA Tena: y3kue
nreyun v rpygHas KreTka, LWMpOoKum tas, cnabo passuTtbie
MYyCKynaTypa 1 BOSIOCAHOW NOKPOB Ha y100Ke, NoaMbILLKaMy,
crnaboe oBonoceHue nuua. bonbHble 06bIYHO NMEKDT
BbICOKWUM pocT. Jlioan ¢ cnHgpomom KrnanHdensrepa o0bIYHO
6e3bIHNUMaTUBHbLI U PeaKo CroCObHLI K TBOPYECKOM
neatenbHocTn. OHM Nerko nogaarTCHa BHYLLEHUIO U
9MOLUMOHanbLHO HeycTonymebl. IHTeNnnekT Hepeako npu 3Tom
He CTpadaeT, XOTA B HEKOTOPLIX CllydadXx OTMevaeTcs
3afiepXxKka YMCTBEHHOIO pa3BuUTUA, NOpoU NpmeoadLLas K
nebunbHocTu. [loyTn BCcerga yMmCTBEHHaAA OTCTaANIOCTb
BbISIBNAETCS Y OOSIbHbIX C XPOMOCOMHbIM HabopomM XXXY nnu
aaxe ¢ XXXXY.
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[lnarHocTuka

Ha atane bepemeHHOCTU npu

NnpoBeaEeHNN UHBA3MBHOW NMpeHaTabHOW
ONarHOCTUKM (aMHUoueTesa, buoncum
XOPUOHa N1 KopaoLeHTe3a ¢ nocneayoLwnum
aHannsom kapuotuna nnu KO-IrLpP).

[locTHaTanbHasa gnarHocTtmka cuHgpoma
KnanHenesrepa

NPOBOANTCA SHOOKPUHOMIOramMu, aHapororamm
n reHetukamu. ['lpun nccrnegoBaHuUM NONOBOIO
XpPOMaTUHA B KITIETKAX CIIU3UCTOMN 0DOSOYKM
NONIOCTU pTa NPUCYTCTBYIOT Tenbua bapa, 4To
ABMAETCA MapKepoM cnHapoma
KnanHenesrepa.




* Y3 MOLLIOHKM BbIABMSAET YMEHbLUEHNE 00beMa
anyek. [lpn nccnegosaHnUmM aHOPOreHHOro
npodpunig ypoBeHb TECTOCTEPOHA B KPOBU
B6onbHbIX cMHAPOMOM KrnanHensrepa NOHMXKEH,
O4HaKo Npuv 3TOM OTMeYaeTcd NoBbILLEeHNE YPOBHA
doONNMKYNOCTUMYINPYIOLLIETO U
NIOTENHN3NPYIOLLLErO TOPMOHOB. [1pn
aHanuse cnepmMorpaMmbl BbIABASIETCA ONUIO- UINA
asoocnepmuda. Mopdornormudyeckoe
nccneanosaHue Mmatepuana, nofly4eHHoro
nyTem OMoncum audek, BolsIBIAET rmannHos
CEMEHHbIX KaHanbLeB, rmnepnna3sunio KNneTok
Nenpgura, ymeHbLUeHWe Ynucna knetok Ceprony,
OTCYTCTBUE crepmMaToreHesa.




JleyeHue

B paHHeM Bo3pacTe NpoBOAAT NULLbL B Criyvyasax,
NpoTeKaLWmMX C OTCTaBaHNEM B MCUXNYECKOM
pa3BUTUK. HasHayaloT npenaparl,
cTMMynupyowme yHKUMIO LLeHTpanbHOW HEPBHOW
CUCTEMbI (AMUHOMOH, LLlepedpPOnNn3nH, BUTaAMUHBI
rpynnel B), npoBoaaTt noronegnyeckmne u
negarormyeckmne 3aHaTus, LeneHanpasneHHo
doopmMmumpyoLine BbiCLLUNE KOPKOBbIE PYHKLINW.

Heckonbko crnagnTb NposaBneHne cnHgpoma
KnanHdenesrepa MOXHO C MOMOLLbIH MHBEKLIUA
aHanora My»ckKoro nosioBoro ropoMoHa
METUNTECTOCTEPOHA, KOTOPbIe Bpayu
PeKOMeHOYIT Ha4YMHaTb genartb B Bo3pacte 10 - 11
ner.



CunHapom XO0-CUHAOPOM
LLlepelieBckoro— TepHepa.

CuHpgpom X0 obycnoBrneH HEXBATKOW
reHeTU4YEeCKOro Mmatepuana,
NoKann3oBaHHOIo B X-XpOMOCOME.

BrnepsBble onucaH H. A. LLiepelwieBcknm B 1925
r.,aB 1938 r.— 1. Turner.

BcTtpeyvaetcda c yactotom 1 : 2500—1 : 3000
HOBOPOXXOEHHbIX JE€BOYEK.



Henopa3Butue NonoBbIX XKenes, KoTopble
NN BOBCE OTCYTCTBYIOT, UNTU UMEIOT BUA
COeaANHUTENbHOTKAHHbIX TSXEN C
ocTaTKaMn ASUYHUKOBOU TKAHU U
MHTEPCTULIManNbHbIX KNEeToK. Hepeako
ODHapyXMBaoT NOPOKU Pas3BUTUS
cepaeYvyHo-cocyamucTom CUCTEMD
(KoapKTaLuuto aopThbl, CTEHO3 NIETOYHOU
apTepun, gedeKT Mexkenyao4ykoBou
neperopogku, HesapallueHmne botannosa
NpOTOKa), XXenygovyHo-KNLLIEYHOro TpakTa,
MOYeBbIAENUTENbHON CUCTEMbI (KUCTO3HAS
No4kKa, NoaKOBOODpa3HbIe MOYKN).



Hu3kopocnocTb (98 %), obLas ANCnNacTUYHOCTb
(HenpaBurnbHoe TenocnoxeHue) (92 %),
boukoobpa3Has rpygHas Knetka (75 %), ykopodeHme
Leun (63 %), HU3KUU POCT BOSIOC Ha Lee (57 %),
BbICOKOE «roTn4eckoe» HEDO (56 %), KpblIOBUOHbIE
CKIagKn KOXXn B obnactu wewu (46 %), pedopmaums
YLIHbIX PaKoBUH (46 %), yKkopo4yeHue
MeTaKapnanbHbIX U MeTaTap3arbHbIX KOCTEN U
annasunsa dpanatr (46 %), gedopmMauna NTOKTEBbIX
CyCTaBOB (36 %), MHOXECTBEHHbIE MUTMEHTHbIE
POANHKK (35 %), numdocTas (24 %), NOPOKK cepaLia n
KPYMNHbIX cocyaoB (22 %), NOBbILLUEHHOE
apTtepuanbHoe gasneHue (17 %).



[lnarHocTuKka

[eTtn poxgatoTcs ¢ HU3KOW Maccou 1 HEDOMNbLLUNM
POCTOM, YyMepeHHaa OTEYHOCTb KNCTEN N CTON
MOXET HabnaaTbCA B TEYEHNE HECKOIbKUX
MecaueB. LLles kopoTkas ¢ KpblmoBUOHbIMU
cKnagkamu, naywmmm oT cocLeBUOHbIX OTPOCTKOB K
nnedyam, Unm n3bbiTodHaA NOABUXKHOCTb KOXU Ha
wee. CpocLumnecs bpoBu, NTo3, 3k3odTarnbm,
MUKpodoTanbM, LUMPOKYHO MITOCKYIO FPYAHYHO KIETKY,
NMMUTUPYIOLLYIO LLUMPOKO pacCTaBfieHHbIE COCKY,
cpalleHne NO3BOHKOB, KNMMHOA4AKTUINIO, BarnbrycHoe
NCKPUBNEHMNE CTOM, aHOManuum NpuUKyca,
TeneaHrnakTasmm KoXxmn n KuieyHmka, octeonopos.



[lnarHocTmka

AHasnun3 KpoBW Ha rOPMOHbLI (Npy AaHHOW
naTonorMm 3Ha4YnTeNbHO CHUXKEHO KOSTMYEeCTBO
acTporeHoB 1 nosbllleH ypoBeHb OCI n J1IN);

OnpepneneHne KapruoTmnna, KOHCynbTaLus
reHeTuKa;

KoHcynbTauna akywepa-ruHeKkonora;
Y3W opraHoB marnoro tasa;

KoHcynbsTaunm y3knx cneumanmncTtoB No
HEeobX0OUMOCTMU;

[lononHUTenbHble MeToAbl 0bcnegoBaHNA ONS
BbISIBIIEHUSA MOPOKOB PA3BUTUSA MO NOKa3aHUAM.
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INNeyeHne

cuHgpoma Lepeluesckoro— TepHepa B
paHHeM Bo3pacTte cumntomatundeckoe. C
Lenbio CTUMYNALUK NCUXNYECKOTO U
MOTOPHOIO PasBUTUA MPUMEHSALOT
Lepebponmn3nH, aMMHOIIOH, aLledeH,
npedn3oH, BUTaMuHbI rpynnbl B, maccax,
ne4yebHyro PU3KynbTYypY.



CuHgpom MapdbaHa
npeacrtasnsieT cobon HacneacTBeHHoe
3aboneBaHune coeanHUTENbHON TKAHU C
NPENUMYLLIECTBEHHbBIM HAPYLLUEHNEM
meTabornnama kosnnareHa. Hacregyetcs no
ayTOCOMHO-[OMWHAHTHOMY TUMY.

marfafnsyndgomeplc ires.com




B ocHoBe 3aborneBaHuga nexar MmyTtauum B reHe,
KoOUpYoLEM CUHTE3 mnbpunnnHa. 9ToT
[MNKOMPOTENH, ABNAKOLWNNCA KOMMNOHEHTOM
MEXKITETOYHOro MaTpuKca, urpaet 0onbLUYy posib
B OCYLLEeCTBIIEHUN PYHKLNIN 3r1aCTUYECKNU
BOJIOKOH. Takne BOSIOKHa B HanbosibLUEM
KOnn4ecTBe pacrnofioXXeHbl B LMUHHOBOW CBA3KE
(BHYTpUrnasHas cBda3ka, npukpennsoLwas
XpyCTanuk K pecCHUTY4aToMy Teny), aopTe, NO3TOMY
9TU CTPYKTYpPbI Hanboriee YacTo rnopaxarTcs nNpu
OaHHOM cuHapome. Kpome TOro MeXXKneToYHbIN
MaTpUKC Heobxoaum Onsa nogaepKaHua
LLeNOCTHOCTM COeANHUTENBbHOWU TKaHW, a Takxke
ABNAETCA pe3epByapoM And hakTopoB pocTa.



KnnHuka

[edopmaLmmn rpyaHOM KNeTkn 1 No3BOHOYHMKA,
cN1aboCTb MbILLIEYHON CUCTEMBI, CHUXKEHNE
3PEHUS; HEKOTOPbIE AETUN C NEPBLIX NET XKN3HU
OBroHAIT CBEPCTHUKOB B pOCTE, HO 0bpallatoT
Ha cebst BHUMaHUE UX aCTEHNYHOCTb, AJNMMHHbIE
TOHKME KOHEYHOCTWU. MbliLLbl 6OMbHbIX
rMnoTpodnYHbI, cuUna B HUX CHMKeHa. MHorme
OeTn obHapyXnBatoT CKNOHHOCTb K NPOCTYAHbLIM
3aboneBaHuUsaAM, OBpOHXUTaM, MTHEBMOHUSAM. Y
OTAENbHbIX AeTEN 3aboieBaHNE NMPOABNSAETCH
CHMXXEHUEM 3PEHUS (NOABbLIBUX NN BbIBUX
XpycTanukos). [1eTU HAYMHAKOT KaK-TO CTPaHHO
CMOTPETb Ha UrPYLLKN, NOAHOCAT NX BrIN3KO K
rmasam. [latonornsa cepaeydHbiX KnanaHoBs.



bornbHblE BLICOKOro pOCTa, acTEHUYHbIE, Yepen
nonuxouedannyeckon opMbl, CKNepbl ronyosble,
npodunb Nuua HanoMUHaET «NTUYUN», BblPaXKEHbI
nporHaTtmam, guactema, Ha6mona+0TCﬂ BbICOKOE
«roTnvyeckoe Hebo», BorbLLIME YLLK, TOHKAs LLES,
ONWHHblE, TOHKME KOHEYHOCTW, ONMHHbIE nanbLbl
(«naykoobpasHbie»), gedopmaunm rpygHomn KreTku rno
TUNY «KYPUHOWN», BOPOHKOODPAa3HOW UIN KUNEBUOHON,
OTMeYaloTCH CKOMMo3, NopAaos, KN@o3 unu
KNPOCKOMNO3, MHOr4a NaxoBO-MOLLUOHOYHbIE FPLIXKN,
nrockocTonume. Y otaenbHbIX O0MbHbIX BO3MOXXHO
rierkoe yBesrimdyeHne neyvyeHmn; nHorga y kpas pedbepHou
Oyrn nanbnupoBanack ceneseHka. OTMevaloTcs
Takxke crnabocTb MeXpedepHbIX MbILLLL,
«KpbINTOBUAHbIE nonaTkn». [TMNepoKCUNPONTMHYPUSA U
HOpMarbHOEe coaepXaHne OCHOBHbLIX aMUHOKUCTIOT B
MouYe.
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[lnarHocTtuka

B aHamMHe3e aHanorn4yHoe 3aboneBaHue y
YNeHOB ceEMbW UM BIN3KMUX POACTBEHHUKOB.

[Mpun ocmoTpe BLIABNAIOT AedopmMaLmm cKkenerta u
9KTOMUIO XpycTanuka.

[1py peHTreHoIorM4YeCcKom
nccnegoBaHUU BbIABNAIOT aHOMaNUn pasBmTug
ckenera.

[Mpn IxoKI oTmeyaeTca paclumpeHmne KopHA
aopThl.

NpoBeAEeHNN MONEKYNAPHO-TEHETUYECKOTO
nccnenoBaHus



1.

W N

JleyeHue

[TpnMeHaTCca Kypcamum npenaparsl
aMWHOKUCIOT (rMyTaMUHOBOW KNCIOTHI,
METUOHUHA),

KomMmnnekc BUTaAaMUHOB,

B oTaoenbHbIX cnyyasax - aHTUXONMMHeCTepasHble
cpeacTBa B KOMOMHaLUMKM ¢ nevyedbHoun
don3KYyNETYPOU 1 MacCcaxem.

PekomeHayeTca agueTta ¢ 40CTaTOYHbIM
coaep>XaHneM BbICOKOKa4YeCTBEHHbIX OerikoB u
Kanuq.

[1pn 3HaunTEnNbHLIX AedopmaLnax rpyaHou
KITETKM MOXET ObITb NoKa3aHa Xxupypruyeckas
NX KOppeKuuna.



