CuHnpgpomMm KnanHdenbTepa




CunaspomM Knarndensrepa BKAIOYAET B Cebs
IIEeAYIO I'PYIIILY IIaTOAOIHH. AaHHOE
3aboneBaHue OBIAO OIIHMCAHO OAHOMMEHHBIM
yueHBIM B 1942 roay. Onucanue
3aKAIOYAAOCH B TOM, UYTO KnarnHdenbTep ¢
KOAAETaMH OIIyOAHKOBAAH OTUYET 06
obcnenoBaHuH 9 MY>XUYHH, 0O beANHEHHbBIX
OBLIMMH CHMIITOMAaMH, TAKMMH KaK caraboe
OBOLAOCEHUE TENa, EBHYXOHUAHBIN THII
TEAOCROXKEHHS, BBICOKHH POCT U
YVMEHbIIIEHHBIE B Pa3sMepax SHUYKH.



B cBa3H C YXYALLIEHHEM SKOAOTHYECKOH
O0OCTAaHOBKH, KOAMYECTBO AeTeH
PO>XKAAEMBIX C PA3AHYHBIMY IIATOAOTHIMH
Bo3pacrTaer. lIpu Cuuapome
Knarmudenbrepa AHarHoCTHKA 3aTPYAHEHA,
9TO CBSI3aHO C TEM, UYTO PEOEHOK POXAAETCH
C BHAY HOPMAaAbHBIM, CHMIITOMBI
3aboneBaHNA HAUYHHAIOT IIPOSBASITHCS, KaK
IIPABHUAO, TOABKO B IIPENybepTaTHOM
IIEPHOAE, KOTAA AeUEHHE Y>XK€ HEe HACTOABKO
s dbexkTrBHO. AHarHOCTHKA 3a00neBaHUSI A0
IIpenyoepTaTHOI'o IIepHuosa BO3SMOXXHA
TOABKO IIUTOI€HETHYECKUMHU METOAAMH.



Knunnuyeckue nposgsaerus Cunaspom Knartndenrepa OTHOCHTCS K
IPYIIIIE XPOMOCOMHBIX bonesHew. [loa onrcanubie
OAHOMMEHHBIM YYEHBIM CHMIITOMBI IIOAXOAUT Ilenas I'pyIlna
3aboneBaHuM, I03TOMY cuHAPOM KnanudenTepa pa3sensioT Ha
HCTHHHBIN (XPOMAaTHHIIOAOXHUTEABHBIN) U NOXKHBIHN
(XpOMATHHOTPHUILIATEAbHBIH).

XPOMATHHIIOAOXKUTEABHEIN CHHAPOM KnarHdenTepa
XapaKTEPHU3YETCs TEM, YTO B OYKKANBHBIX Ma3Kax ONIPEAEAIETCS
IIOAOBOHY XPOMATHH IIO XKEHCKOMY THITY. TaKHX IIAITMEeHTOB HHOT'AA
Ha3bIBAIOT XXY-My>XUYHHaAMH, AL OOnee TOYHOI'O OIIHCAHHNS
cuHapoma. Kak y>ke ormedanocs, 3aboneBanrue o6yCaOBAEHO
XPOMOCOMHOM aHOMAanueH. Y OOABHBIX Yallle BCEIr'o eCTh OAHA
AUNTHAS X-XpOMOCOMA, peXXe — HEeCKONBKO X-XPOMOCOM
(kapuoTun 47XXY; 48XXXY; 49XXXXY). UnTenneKT OOABHBIX
cuHapomoM KnarHdenrepa 4acToO CHHXKEH, IIPEAIIORATAIOT, UYTO
CTEIIEHD €I'0 HAPYIUEHHUS IPOIIOPIIHOHAABHA YHUCAY A00aBOYHBIX
X-XpOMOCOM B KapHOTHIIE.



BcTpedaeTcsa Tak>ke XpOMaTHHOTPHIIATEABHAS popMa CHHAPOMA
Knarudentepa ¢ kapuotunom 46 XY, XxapaKTepH3YIOIIAsICS
IIOCTIIYOEePTATHOM aTpodHeH THUEK H BPOXKACHHBIM OTCYTCTBHEM
repMHHATHUBHBIX KieToK. OmrcaH eme cuHapoM Knaridbenrepa ¢
kapuoTunom 47 XYY, Ipu KOTOPOM AUCTEHE3HUSI CEMEHHBIX KaHANBIIEB
HabnIOAAETCS BEChbMA PEAKO; paCIIO3HABAHHE €I'0 BO3MOXHO Ha OCHOBE
OIIpeAeNAeHUST MY>XXCKOI'O IIOAOBOI'O XpOMATHHA 110 Y-TECTY
donroopecueHTHEIM MeToA0oM (Gasperson u coasT., 1969; Lech, 1969). [Tpu
9TOM OOHAPY>KHUBAIOTCS ABa (PAIOOPECHUPYVIOUINX TEABIIA MY>XXCKOTI'O
IIOROBOI'O XpoMaTHHA. CyIlIeCTBYIOT ABE PA3SHOBHUAHOCTH
XpOMaTHHOTPHIIATEABHON popMbI cuHApPoMa KnatindenTepa. IlepBas
XapaKTEepPHU3yeTCS IOCTIIybepTaTHOM aTpoduen suuek. OTMeuaroTcs
THAaAMHO3 KaHAABIIEB, AUIIEHHBIX CEMAPOAHOI'O SIIUTEANT, OOHANE B HUX
DRACTUYECKOM TKAaHH, KAHAABIEBBIN (PHUOPO3, CKOIIAEHUE
HHTEPCTUIIHANABHBIX SHAOKPHHOIIUTOB. /AT BTOPOH Pa3sHOBHAHOCTH
TUIIUYHO OTCYTCTBHE '€ PMHHATHBHBIX DAECMEHTOB, XOTS B KQHAABIIAX
SHYKa COAEP>XKATCA IIOAREPXKUBAIOIINE (CEPTOAUEBHI) KAETKHU. ['ManHO3
KaHaAbIIEB BCTPEYAETCI PEAKO, IEPHUKAHAABIIEBBIN (PUOPO3 HE
pa3BHBAETCH.



B cBOIO oUepessb B HCTHHHOM (XPOMAaTHHIIONOXKXHUTEABHOM) CHHAPOME IIO
KAUHUYECKOMY IIPOSBACHUIO BBIACASIOT ABE OCHOBHBIE (DOPMBEI:
SHAOMOPDHYIO U D9K30MOPdHYI0. DHAOMOPdHAL PpopMa XapaKTEePU3YETCS
HOPMAABHLIM PAa3BHTHEM IIOAOBBIX OPTI'aHOB M BTOPHYHBIX IIOKOBBIX
IIPHU3HAKOB, HAAUYHNEM I'HHEKOMACTHH ¥ HEKOTOPBIM OTCTABaHUEM POCTA.
ITpu sx3oMopdHOM hopME OTMEUAIOTCSI €EBHYXOUAHOE TEAOCAOXEHUE,
HEAOPAa3BHUTHE IIOAOBBIX OPraHOB (IIOAOBOH UAEH YaCTO OBIBAET MAaABIX
pPa3sMepoOB, THYKU IIAOTHLIE U MaA€HbBKHE) U BTOPHUYHEIX IIOKOBBIX
IIPH3HAKOB [8].

B psise caydaeB BBIIBASETCS IIOAMCOMHUS 110 Y-XPOMOCOME IIPH MOHOCOMUH
110 X-XpoMoOCoOMe, a Tak>Xe rnoaucomMmusd 1o X- u Y-xpomocome (I'.T'.
Mup3sasaHil). Y 60ABHBIX C MO3aHIIH3MOM IIOAOBBIE XPOMOCOMBI MOT'YT OBITH
Pa3HbIMHU B PA3AHYHBIX TKAHSIX. B CBA3H ¢ 9THM 3ab0neBaHHE MOXET
BBIIBASITECS U IIPH OTPHIIATEABHOM IIOAOBOM XpomaTuHe. Haubonee yacto
MO3auIu3M npescTaBnaeH 46XY/47XXY. B oMOpHOHAABHBIHN IIEPHOA,
dopMHUpPOBaHHE THYEK H MY>XCKHX IIOROBBIX OPI'aHOB IIPOUCXOAUT
HOPMAABHO, YTO OOYCAOBACHO HANUYHEM B KAPHUOTHIIE Y-XPOMOCOMEI.



Knuanyeckasa KapTHHA CHHAPOMA CMas3aHa, OAHAKO CYIIECTBYET
II€ABIH PSA CHMIITOMOB XapaKTEPHUIYIOIINX AAHHYIO ITIATOAOTHIO.
Ans Hadyana Heo0b6XOAHMMO IIPUBECTH CTATHCTHYECKHE AAHHBIE O
YaCTOTE BCTPEYAEMOCTH.

CraTucTuyeckue JaHHbIE HEOAHO3HAYHELI, YACTOTAa BCTPEYAEMOCTH
oTMeuvaeTcs Kak 1 cayuar Ha 500-1000 >xHMBOPOXXACHHBIX
ManbuuKOB. OTMEeYaeTCs, YTO YaCTOTa 3a00AEBAEMOCTH Y MY>XXUYHH
C HOpMAaAnbHBIM (peHOTUNIOM cocTaBageT 1:1100 my>xunH, cpesu
6onbHBIX mn3odppenuen — 1:300, onurodpenuen 1:95 cayuaes. T.k.
cuapoM Knartundenbrepa npaktudecku B 100% cayuaesn
COIIPOBOXKAAETCS becrinosueM, o cratuctuke y 1 u3 10 my>xunn
CTPasaroIIuxX becrnnosrreM OOHAPY>KHUBAETCS CHHAPOM
Knanudenvrepa [7].

BuauMble OTKAOHEHHS, BOSHHUKAIOUIHE IIPH CHHAPOME
Knarindenprepa, 1 paCCMOTPIO Ha IIpUMEpPe UARIOCTpanui (puc.l -
puc.3).
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Ha nepBo# HARIOCTPALIHH
IIPOAEMOHCTPHPOBAH CTAHAAPTHBIN BHA,
6onpHOT0. MO>XHO BHAETH, YTO THIIMYHBIM
ANSI BaHHOM ITaTOAOTHHU SIBASIETCS
HEIIOAHAs MaCKyAHUHH3auda (T.e.
Pa3BHUTHE BHEUIHUX IIPHU3HAKOB HAET I10
>KeHCKOMY THIlY). BoabHEIE
XapaKTEepPHU3YIOTCSA BBICOKHM POCTOM
(kax mpaBuno BeIIE 1,95Mm),
TENROCROXXEHHE €BHYXOHAHOE (Y3KHe
IIAEYH, HIHPOKUE 6eApa), MOLOYHEIE
>Kene3bl TaKKe COOPMHUPOBAHEI IIO
>K€HCKOMY THIIY, 3a9aCTyIO YBEAUYEHbBI
(THHeKOMACTH), OBOAOCEHHE Ha TEne
cnabo unu orcyrcrByeT. [loxxanyH,
CaMbIM Ba>XHBIM CHMIITOMOM SIBASIETCS
YMEHBIIEHHE I'OHAA, IIPH 9TOM MOIIIOHKA
U ITIOROBOM YAEH HOPMAaABLHOI'O pa3Mepa.



IOCTPAIINH 2 U 3 IPEACT
1€, KOTOPbIE ITO-BUAHNM(C
oture 2 u 6bonee 506an¢
KPOMOCOMBI, T.K. CTEIIE!
€HHOCTH CHMIITOMOB
enbHas (CBSI3b IPOSIBAE
OMOB M Hanu4dHe 500aBC
coM g omntuury zanee). He
palnu 2, 3aMETEH TBH(
€HHBIHY I'HIIOT'OHAAHM3M,
O>XHO HaONIOAATDH 3HAYI
€HHE B pa3Mepax IIOA
YNEeHAa, OBOAOCEHHE OTCYTCTBYc,
TELOCRAOXKEHHUE €BHYXOHAHOE
(ax3omopdHas dopma). Ha pucynke 3,
IIPEACTAaBAECH MAABYUK 6 KeT, BUAHO
ATHIIMYHO PaHHEE IPOSIBACHHE
CHMIITOMOB (B AOIIyOepTaTHOM
BO3pacTe).
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'mcTonoruuecky o6HAPY>KHUBAIOTCS
AereHepanusa repMHHATHBHOI'O
SIIUTEANS U THANUHO3 CEMEHHBIX
KaHaTHKOB. bonbHbIe 6€CIIAOAHEI
(a3oocniepmMus, ORUI'OCIIEPMHUS).
IloaBOAS MTOT, ITIATOAOTHS
XapaKTEepPU3yEeTC:

* CMAa3aHHOM KAMHHUYECKOHN KapTUHOMH;

* XapaKTepPeH BbICOKHUH POCT;

* THHEKOMAaCTHS;

- chraboe oBOnNOCEHHE NHIIA,
IIOAMBIIIIEYHBIX BIAAHUH K AOOKQ;

- becninosue;

* B Ma3Kax OYKKaAbHOI'O DIIUTEAUS
OOHAPY>KHUBAIOTCA I'AbIOKH IIOLOBOI'O
XpOMAaTHHA];

© TUIIepIIia3uel AeHAUTOBCKHUX KAETOK C
HOPMAaALHOMN UAH YMEPEHHO CHI>KEHHOH
UX PYHKIIHEH U YBEeAUUYEHUEM CEKpPEeILUU
POARUKYAOCTHMYAHPVIOIIEIO 'OPMOHA

U AD.



ITpu cuuapome Knarudgenrepa HEPEAKO
MO>XHO HaOAIOAATh HETATHBHBIE UYEPThHI B
IIOBEAEHHUH OOABHBIX. XapaKTEePHBIMH
AAST HUX SIBASIFOTCSI BIAOCTD, IIACCHBHOCTD,
yTpaTa HHHIIHATHBGI, OTCYTCTBHE
BBIPA>XE€HHOI'O HHTepeca K
OKPY>KAIOIIEMY, IPHU3HAKH
0e3BOABHOCTH, 3aMKHYTOCTb,
MHHTEABHOCTD, CKAOHHOCTD K
adpHEeKTHBHBIM BCIBIIIIKaAM. B
HEKOTOPLIX CAYyUYASIX IIPOSBASIETCS
TEHACHIIHS K OPOAIXKHHYECTBY— YXOA U3
AOMA, 3BL0YIIOTPEOAEHHE ANKOTONAEM,
COBEPILEHHE aHTHOOIIIEeCTBEHHbBIX
IIOCTYIIKOB U ITPaBOHAPYVIIEHUH (KpaXka,
nmos>xor) . Topmo>keHue npeobnasaet
Haj BO30OyXAEHHEM



Tak >xe, cylleCcTByeT I'pyIla CHMITOMOB,
KOTOPBIE HA3BIBAIOT COIIYTCTBYIOIINMH
(T.e. CBOMCTBEHHBIMH AN AAHHOM
aHOMAAMH, HO HE SBASIOIIUMHCS
Ba>XHBIMH B IIpollecce AUAarHOCTUKH). K
TaKHM CHMIITOMAaM OTHOCSTCS:

- OeCInosue;

* HEIIONHAsI MaCKYAHMHHU3IIHNI;

* YMEHBIIEHHOE AHOHUAO;

* OCTEOIIOPO3;

© TAYPOAOHTHU3M («BHuUbH 3yObI»);

- OONEe3HU BEHO3HOH CHCTEMBI;
 HapYVIIeHUuE IOBEeAECHHUE;

* aYyTOEMMYHHbBIE 3a00NEBaAHNST;

* CHHDKEHHE IIOABID>KHOCTH;

* HU3Kas CAMOOIIE€HKA;

* IIOBBILIEHHAS PA3APaAKUTEABHOCTD;

* BBICOKHM POCT ¥ CKAOHHOCTD K
IIORHOTE;

© HapYVIIeHHuEe MOTOPHEBIX PYHKIIHH U
Pa3BUTH.

Crnennduka nIposIBACHUI CHUMIITOMOB
MOXXET BapbHUPOBATEH B 3aBHCHMOCTH OT
KOAHMYECTBA 500aBOYHBIX XPOMOCOM.



Neuenue \eueHune cuHapoMa Knaritndensrepa BKAIOYAET
codeTaHNe NeKapCTBEHHBIX CPEACTB, TOPMOHAALHBIX
IIpeapaToB X XUPYPrUIeCKOro BMEIIaTeAbCTBA.
Koppurupyioiiass BATAMHHO- U TOPMOHOTEPANHs, HAYHNHASA C
5—6 neT u TPoAZOMKEHHAS B IIPENYyOEPTATHBIN U
Iy6epTaTHBIN IEPHOABI, IPUBOAUT K OCTAaHOBKE aTpoduu
SUYEeK U COXpPaHEHHIO PEPTHABHOCTH (B CAyYae
MO3anu4yoCTH). [IpHu Hepe3Ko BRIPpa>KEHHON 'HHEKOMAaCTHH
MO>XHO PEKOMEHAOBATh 'MMHACTHKY, B IPOTUBHOM CAyYae
II0Ka3aHa MacCTYKTOMUA. /\eueHHEe HEOOXOAHNMO IIPOBOAUTE
C YY4€TOM AAOHMABHOCTHU IICHUXUKH U IIOBBIIIIEHHOH
MHHUTEABHOCTH DTOH KaTeropuu 60onbHLIX. BonbHbIE
HY>KAAIOTCS B IIOXXU3HEHHON 3aMECTHUTEABHOH
I'OPMOHAAbHOHN TEPAIIHH.

ITosTOoMy upesMepHOoe PUKCHPOBAHNE BHHMAaHUSI Ha
HEIIOAHOIIEHHOCTH IIOAOBOX CHCTEMBI MOXET OKa3bIBaTh
IICHXOTPaBMHUpPYVIOIIIee ASHCTBHE K IIPUBOAUTE K IIONOBOH
HECOCTOATERbHOCTH. [locresoBaTEABHOE U YETKOE
IIPOBEACHUNE HA3BAHHBIX AeYEOHBIX MEPOIPUITUHN
IIO3BOASIET B KAKOH-TO CTEIIEHH KYIIHPOBATEL KaK
reHEePaTHUBHYIO, TaK M KOIIYAITHBHYIO HEAOCTATOYHOCTb.



BriBozs Cunapom Knarindensrepa — XxpOMOCOMHASA aHOMAaAHUS,
XapaKTEePHU3YIOUIAsaCa IIOANCOMHUEH II0 IIOAOBBIM XpoMoOcoMaM. BO3MO>KHBI
pPa3AiuYHbIE BapHAIIUKU 3a00A€BaHUSA — IIOAHCOMHUS 110 X-XPOMOCOME, ITIONUCOMHUSI
II0 Y-XpOMOCOME IIPHU MOHO- B IIOAHUCOMUH IT10 XpoMocoMe X. Berpeuarorcs
pPa3AiuYHbIe KOMOHHAIINHN XPOMOCOM, HAaHOOAEE TSHKEABIE CHUMIITOMBI
HabnronaoTcs npu Kapuotuie 49, XXXXYY. Haubonee pacupocTpaHeH
MO3au4HbIN KapuoTun 46, XY/ 47, XXY, 60abHBIE MOI'YyT UMETHh HOPMAaAbHBIH
KAapHOTHII U AaXKEe HEe AOTaAbIBATHCSA O HAAMYHH aHOMAAKH.

Knuauueckasa KapTuHA 3aboneBaHus cMas3aHa, K OCHOBHBIM CHMIITOMAaM
OTHOCST BBICOKHH POCT, EBXHYXOHAHOE TEAOCAOXEHHE, THHEKOMACTHIO, cCaaboe
oBonoceHue. C yBenuueHHEM KOAUYECTBA AOOABOYHBIX X-XPOMOCOM
IIOBBINIAETCSA YMCTBEHHAS OTCTAROCTE.

ABarHocTHKa B OCHOBHOM OCYVILIECTBASIETCS B IPEIyOepTaTHOM IIEPHOAE, B
TSDKEABIX CAYYAasSX CHMIITOMBI MOT'YT IIPOSIBUTHCA Ha 6onee paHHUX CTaAHUIX
OHTOr'eHe3a. AAT AMATHOCTHKH HCIIOAL3YIOTCSA IIUTOT€HETHYECKHE METOABI.
ITpu cBOEBPEMEHHOM NEYEHHH BO3SMOXXHO OCTAHOBHUTE aATPOHIO THUEK U
COAEHCTBOBATHE HOPMAABHOMY hOPMUPOBAHHIO MYy>XCKoro doeHoTuIa. [loroBas
dyHKIHS ¥ 60abHBIX cuHAPOMOM KnanHdenbTrepa, Kak IPaBHAO, HE CTPAAAET,
HO BeAET K 6ecnnoamuio (B HEKOTOPBIX CAyYass OOABHBI HECIIOCOOHEI K
CIIEpMaToOr'€eHe3y).

AaHHas XpOMOCOMHAas aHOMAaAH HE BAHSIET Ha IPOAONKHUTEABHOCTD XXHU3HH (3a
HCKAIOUEHHEM KpPaHHe TIXKEeABbIX POPM, IIPHU KOTOPBIX Y OOABHBIX HAONAIOAAIOTCS
MHO>XECTBEHHBIE ITIOPOKH Pa3BUTHSI BHYTPEHHUX OPIr'aHOB), CAEAYET IIOMHHTE,
YTO YI3BHMOM CTOPOHOH TAaKHUX MY>KUYHH SIBASIETCSI INICUXHUKA. OHM CKAOHHBI K
AeIIDECCHH. CVHIIMAV. HO OUEeHDb YaCTO IIOAOOHBIC DACCTDOHCTBA CMEHSIOTCS



