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BBEJAEHHUE

B nauane 1990-x rogoB B Hamiel cTpaHe ClI0KUIach HEOJIaromnoryd-
Has TCHJACHIUS B OTHOLICHUH MJIQJICHYECKOM CMepTHOCTU — K 1995 rony ee
ypoBeHb Bbipoc a0 13,3 Ha 1000 poauBmuxcs XkUBbIMU. B miociennue ro-
JIbl OTMEYEHO CHUKEHUE JTaHHOTO mokazatens — 10 6,4 B 2005 roxy. Cpenu
OCHOBHBIX MPUYUH MEPTBOPOKIAEMOCTH, MIIAICHYECKON CMEpPTHOCTH, a
TAKXK€ JETCKOM WHBAIMIHOCTHA 3HAYUTEIIBHBIN YJEIbHBIM BEC 3aHUMAIOT
HACJIEJICTBEHHBIE M BPOXKJIEHHBIEC 3a0oneBanus. ExxeroqHo B benopycckom
perucTpe BpOXKIEHHBIX nMopokoB paszBuTus (BIIP) peructpupyercs okomno
2,5 ThIC. ciyyaeB. B PecniyOnuke benapychk B mocieHue rofibl YMcio HOP-
MaJIbHBIX POJOB COCTAaBIISIET OKOJIO 25 MPOILIEHTOB, B OCTAJBHBIX CIydasxX
UMEET MECTO pa3JInyHasi NaTOJIOTHS.

[To cratuctuke, okono 15% Bcex 6epeMEHHOCTEN Y JKEHIIUH MPEPhI-
BAIOTCSl CIIOHTAHHBIMU a00pTaMH, U3 UX yucia apuMepHo 40% BBIKUABI-
el UMEIOT XPOMOCOMHBIE MyTaluu. Yarie Beero BBIKUABIIIN HaOI01a-
I0TCS B miepuojl Mexay 8-i u 15-i nenensimu 6epemennoctu. Okomno 50%
BCEX 3a4aTUi Y YEJIOBEKA HE PeaU3yIOTCsA U He O0OHAPYKUBAIOTCS, TaK Kak
U3-3a TIOPOKOB PA3BUTHUS THOENb 3apOJblllla HACTYMAET YXKE B MEPBbIC JIBE
HEJEJIM PAa3BUTHA. JTUM CIOCOOOM HPHUPOAA 3aIUIIAET YEIOBEYECTBO OT
ne(eKTHBIX OPTaHU3MOB.

B nacrtosimiee Bpemsi 3aperucrpupoBaHo cBbaimie 3000 3aboseBa-
HUM, B 3THOJIOTUH KOTOPBIX BEAYIIAs pOJb OTBOJUTCSA HACIEACTBEHHOMY
daxropy. Kaxasiii rox B Mupe poxpaaercs okoyio 1,5 muH aered ¢ Ha-
cineacTBeHHbIMU Oosie3HsaMu. [Toutn 10% u3 HUX morubaer B MEpBbIA
roj Ku3HU. B cTpaHax c pa3BUTHIM 3paBOOXPAHEHUEM JIETU C HACJHE-
CTBEHHOU IMATOJIOTHEH B OOJBHMIIAX OOMIEro MPOGUIIS COCTaBISIIOT 15—
20%. U3 nereit ymepmnx 10 1 roga 30% morubarT OT HACIEACTBEHHBIX
0o0JIe3HEH.

CoBpeMeHHas KOPPEKIHOHHAs IEIaroruka M cClelraibHas MCUXO-
Jorus, OOBEKTOM H3y4YeHUS KOTOPBIX SIBIISIOTCS PA3JIMYHbBIC BUILI aHO-
MaJIbHOTO pa3BUTHS, XapaKTEPU3YIOTCSA MIUPOKUM MPUMEHEHHUEM TI€HETH-
YeCKMX 3HAHUN. DTO CBA3aHO B MEPBYIO OYepeab C OOJBITUM 3HAYCHHUEM
HACJICJICTBEHHBIX (PAKTOPOB B ITHOJIOTMU OTKJIOHEHUM B TOSIBIICHUH Y JI€-
TEN YMCTBEHHOM OTCTAJIOCTH, CTOMKWX HApYILICHWW 3pEHUS U cllyXa, pac-
CTPOMCTB peyH, SMOIIMOHAIBHO-BOJIEBOU c(hephl U MOBECHNUS, HAPYIICHUM
OTIOPHO-JIBUTATEILHOTO armapara, pa3HbiX (OpM MCUXUYECKOTO JE€30HTO-
re’e3a u 3HiedanonaTuii, NPUBOIAIIMX K cCOLMaNbHOMN ne3ananrtauuu. [1o-
ATOMY JTaHHOE€ CIIPABOYHOE U3/IaHME SIBIIAECTCS JIOIMOJIHEHUEM K KypCy JIEK-
LM 110 OCHOBaM I'€HETHKHU YE€JIOBEKA U IMOJTHOCTHIO OCBELIAET BONPOCHI Ha-
CJIEJICTBEHHBIX 0OJIe3HEH 4YeloBeKa W BPOXKIEHHBIX MOPOKOB Pa3BUTHS,
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B YaCTHOCTH HACIEACTBEHHBIX (POPM HHTEIJUICKTYalIbHBIX M PEUYEBBIX Ha-
pYILIEHUM, CEHCOPHBIX AehEKTOB (3peHUsl U ClayXa), HapyIIEHUH IMOIHO-
HAJIBHO-BOJIEBOI cpephl U MOBEICHUS.

CrpaBOYHUK COJEPKUAT OMHUCAaHWE 75 pa3NmuyHbBIX (PopM HaACIEACT-
BEHHOW MAaTOJIOTHH, UX KIMHUYECKHUE MPOSBICHUS, COOTHOLICHHUE T10 IOy
U TUII HaclieZIoBaHuA. B HeM maHa kimaccu@ukaius HacaeICTBEHHOM MaTo-
JIOTUH, TPUBOJSATCS CIOBAPh MEAUIIMHCKUX TEPMUHOB U ali(DaBUTHBINA yKa-
3aTeNb OCHOBHBIX CHHJIPOMOB.

JlaHHOE€ W3AaHue MPEAHA3HAYEHO MJI CTYAEHTOB IEAaroruyeckoro
dakynbrera u paKyapTeTa COUAIBHOMN MEJArOrMKU U MCUXOJOTUU OYHOU
U 3a04HOI (opm oOyuenust. OHO SABISETCS TONMOJHEHUEM K Kypcam «Oc-
HOBBI T€HETHKH 4Y€JI0BEKa» U « OCHOBBI IICUXOT€HETUKI U CONCPKUT MPHU-
Mephl CTUMYJIBHOTO MaTepuaia npu uzydeHnu tem «HaciaeacrBeHHsie 00-
JIE3HU YeJIOBEKa» U «BpoKIeHHbIE TOPOKH Pa3BUTH.



KJIACCU®UKALIUA HACJIEJCTBEHHOM
ITATOJIOT'UA

Bcro HacneaCcTBEHHYIO TTATOJIOTHIO MOXKHO Pa3/IeNIuTh Ha MATh TPYIII
(Tabmn.).

1. 'ennbie 6oJse3HU — 3TO 3a00JICBaHMS, BbI3bIBAEMbIC T€HHBIMHA MY-
tanusaMu. OHM TIEpPEeIar0TCs U3 MOKOJICHHS B IMOKOJICHHE M HACTEAYIOTCS 110
3aKoHaM MeHnens.

2. XpoMOCOMHBIe 00JIe3HU — 3TO 3a00JIeBaHNs, BO3HUKAIOIINE B Pe-
3yJbTAaT€ XPOMOCOMHBIX U TEHOMHBIX MYTaIlHi.

3. bone3nu ¢ HacneaCTBEHHOW MPEAPACHIONOKEHHOCTBIO (MYJIbTH-
(dbakToprasibHbIe 00JE3HN) — 3TO 3a00JIE€BaHMS, BOSHUKAIOIIUE B PE3yJIbTaTe
COOTBETCTBYIOIIECH F€HETUUECKON KOHCTUTYLIMM U HATMYUS OTPEICIICHHBIX
(dakTopoB BHewHel cpeasbl. [Ipu Bo3aeiicTBUM cpeoBbIX (DAKTOPOB peatu-
3yeTcsl HaCJleACTBEHHAS IPEAPACTION0KEHHOCTb.

4. 'eHeTnyeckue coMaTHYeCKHWe OOJIE3HH — FpyIa TeHETHYECKHX
0oJe3Hel, BOSHUKAIOIIUX B PEe3yJIbTaTe MyTallMi B.COMAaTHYECKUX KIIETKAX,
BBIJICJIEHA COBCEM HenaBHO. K Hell OTHOCSTES HEKOTOpPBIE OIyXOJIH, OT-
JebHBIC IOPOKH PA3BUTHS, Ay TOMMMYHHBIC 3200JICBaHMUS.

5. bone3Hn reHeTMYeCKOi HECOBMECTUMOCTH MaTepH U 1ioga. OHu
pPa3BUBAIOTCA B pE3yJIbTaTE UMMYHOJIOFMYECKOW peakiuyu OpraHu3Ma Ma-
TE€pU Ha aHTUTEH ILI0AA.

Cy1iecTByeT HECKOJIbKO HOAXOAOB K KilacCHU(pUKAIMU MOHOTEHHBIX
HACJICACTBCHHBIX OOJIE3HCH: TeHETUUCCKHUI, MaTOTCHCTHYCCKUM, KIUHNYC-
CKHU U JIp.

Hanbonee yacto mosib3yroTcs kraccugukayueti, OCHOBAaHHOW Ha ee-
Hemudeckom npunyune. COraacHO € MOHOT€HHBbIE OOJIE3HU MOXKHO TOJI-
pa3ienaTh Mo CIAEAYIONIUM TUIIaM HaclleJOBaHHUS:

® ayTOCOMHO-JIOMHHAHTHBIE,
ayTOCOMHO-PELIECCUBHBIE,

X-cIIeTICHHBIC JOMUHAHTHEIC,
X-CIEIUICHHBIE PELECCUBHBIC,

Y -crerieHHbpIe (TOJIaHIPUICCKHE),
MUTOXOHAPHUAIIbHBIE.

Orta kiaccudukanus HauOosee yqoOHa, TaKk Kak cpasy MO3BOJISET
COPUEHTUPOBATHCS OTHOCUTEIBHO CUTYAllM B CEMbE M MPOTHO3a MOTOM-
CTBa.



HacnenctBenunie 001€3H1

Tabmuia

I'ennbie 6ose3HU

XpoMOCOMHBIE OOIE3HU

MynbTH(aKTOpHaIbHbIC

Iennple Oone3nn oOMeHa BemecTs | ['enbie Gose3Hd (Ha reHeTHYeckoM TpuH- | [ennpie Gomesun (Ha | OGycnosnenHbie | OOycIoBEeHHbIE [Tonurennsle
(Ha IATOreHEeTHYECKOM IPHUHIUIE) | rume) KIMHAYECKOM TMPHHIH- | WU3MCHCHHEM WU3MEHCHHEM YHCIIa
me) Yyucia W CTPYK- | M CTPYKTYpHI ayTo-

TYpsl  TIOJOBBIX | COM

XPOMOCOM
1. Hapymenus amuHokucioTHoro | 1. AyrocomHo-momuHaHTHbIe (cHHApOMBI | 1. MoHoreHnsie 3a6o0- | 1. Cunppom | 1. Cuagpom layna | 1 CepredHo-cocymicTble: peB-
o0MeHa ((peHHIKETOHYPHST) BaapnenOypra, Crukinepa, Mapdana, 1mo- | neBaHus HepBHOM cuc- | HlepenieBekoro— MATH3M, aTEPOCKTIEPO3 U Ip.

Jiarpa, MOJIHIAKTHIIHS) TEMBI Tepuepa

2. Hapymenus oOMeHa YrieBOoIOB | 2. AyTOCOMHO-DELECCHBHBIE ((eHmKeToHypus, | 2. MoHorenuble 3a60- | 2. Cugmpom Knaiin- | 2. Cungpom  Dn- | 2. [THC: smunencus, nmsod-
(caxapHblif 1MabeT, ragakTo3eMHs, | MyKOBHMCIENO3, CHHAPOM Yiepa, oOlmii ans0u- | neBaHus JbIXaTenbHo | (emstepa Bapjca pEHUs U Jp.

TJIMKOTEHOBAs O0JIC3Hb)

HIH3M, TATAKTO3EMUS, CaXapHBIiA THa0CT)

CUCTCMbI

3. Hapymenus nmunmuaHoro oOMeHa
(amaBpoTndeckas uamotus — 00-
ne3Hp Teli—Caxca, MyKOJIHITHIO3bI)

3. X-CICIUICHHBIC JOMUHAHTHBIC (BUTAMUH —
Jl-pesuicrenTHbIil paxur ((pocdaranader); Kopud-
HEeBasl OKpacKka SMaJI 3yOOB, CHHIpoM Perra)

3. MoHorenHnbie 3a00-
JIeBaHUS CepeIHo-
COCYAMCTOM CUCTEMBL

3. Cunopom Tpu-
comuu-X

3. Cungpom ITaray

3. KoxHble: aTMnM4ecKuit
JIEPMATHT, TICOPHA3 U JIp.

4. HapymieHust CTepOUIHOTO 0OMe-
Ha (aIpeHOTeHUTANIBHBIN CHHAPOM)

4. X-CIeIUICHHBIC PEIECCHBHBIC (IICEBIO-
runepTpouyecKkas MplIedHas JTUCTpodus
Jromenna, cunapoMm Mapruna—benna,
reMomns A u B, 1ansToHn3M)

4. MoHoreHnssle 3a00-
JIEBaAHUS KOXKH

4. CTpyKTypHBIC
aHOMAJIMM  XPOMO-

COM: CHUHIPOM «KO-
1Ia4YbEro KpUuKa»

4. JIpIXaTenpbHOM CHUCTEMBI:
OpOoHXHMaNbHAsT aCTMa U JIp.

5. Hapymenuss nypuHOBOTO U IH-
puMuanHOBOTO OOMeHa (mozarpa,
curnpom Jlemra—Huxana)

5. Y-cuemnenHsle (ToMaHapu4eckue) (CHH-
JNAKTHIHA — CpallleHue 2-X W 3-X IajbIeB
Ha HOTE; THUIEPTPHUX03 (BOJOCATOCTH) Kpas
YIIHOH paKoBUHBI)

5. MoHoreHnHsie 3a00-
JIeBaHMS  OPTAHOB 3pe-
HUs

5. BbInemmTensHOi CHCTEMBL:
He(pHTHI, MOUYECKaMEHHast
00JIe3Hb U Jp.

6. Hapymenus cBepThIBaroIICH
CHCTeMBI  KpoBH  (Temodmims
A.B.C)

6. MuroxonnpuaibHbie (Oonesnu Jles u
Kepuca—Ceiipa, cunapomel  IlupcoHna,
Bonbdpama, Muonaruu, KapJHOMHUOIIATHN)

6. Ilcuxuueckue MOHO-
TEHHEIE 3a00eBaHUs

6. [TrieBapUTENEHOMN CHCTEMBL:
SI3BCHHas1 OONIE3Hb, 1MPPO3 Tie-
YEHH, HeCTICLIM(HYUCCKHIT S3BCH-
HbII KOJIUT U JIp.

7. Hapymenns oOMeHa MeTaJUIOB
(6one3np BunbcoHna)

7. DHIOKPUHHBIE MOHO-
TeHHbIe 3a00JIeBaHUS

8. HacnencreenHble HapynieHHs
remMMa U topdupura (remoriodu-
HOIIaTHH)

9. HacnencrseHHsle HapyLleHUs
oOMeHa COCAMHHUTEIbHONH TKaHH
(cungpom Mapdana, mykomosnuca-
Xapu103bl)

10. HacnencrtBeHHBIE HapyLICHHS
BCACBHIBAHUsS B IHUIIEBAPUTEIHLHOM
TpakTe (MyKOBHUCLEI03, HEMEPEHO-
CHMOCTb JIAKTO3bI)




THUIIbI HACJIEJOBAHUSA TIPU3HAKOB

['eHeasiornueckuii METOJT TO3BOJISIET YCTAHOBUThH THII HACIIEIOBAHUS
npU3HaKa (3a00J€BaHus); ONPENEIUTh YacTOTy, BEPOSITHOCTh €ro MpOsB-
JICHUSI, YCTAHOBUTH €TI0 BHIPAKEHHOCTD U APYTHE 3aKOHOMEPHOCTH.

Aymocomno-0oMuHaHmuulll Mun HACIe008aHUs XaAPAKTEPUZYETCS
CJICTYIONTUMU TTPU3HAKAMMU:

e OOJBHBIC B KAXKJIOM ITOKOJICHHH,

e 0OJIbHOU peOeHOK Y OOJIbHBIX POJIUTEIICH;

e 0O0JICIOT B PaBHOM CTETIEHU MYXYHHbBI U KEHIIUHBL

® HacleIOBaHWE MpPHU3HAKa HJAET IO BEPTUKAIN W TOPHU30HTAIH
(mposiBIeHWE TIPU3HAKa HAOJFOMAETCS B BEPTUKAIBHON W TOPU30HTAILHOM
YacTsIX POJIOCIOBHOM);

e BeposTHOCTh HacienoBanus 100% (ecad xoTs Obl OJMH POAUTEINb
roMo3uroteH), 75% (ecnu oba poaurens rerepo3urotHsl) u 50% (ecau onuH
POIUTEINb FETEPO3UTOTEH, @ BTOPOH — TOMO3MIOTa perieccrBHast) (cxema 1).
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Cxema 1. POI[OC.]'IOBH&?[ C aYTOCOMHO-JIOMWHAHTHBIM THUIIOM HACJICTOBAHUA.

[Ipu3Hakuw ayToCOMHO-IOMHHAHTHOTO THITA HacJeIOBaHUS OyayT
MPOSIBISITBCS TOABKO HMPH TOJHOM JIOMUHUPOBaHWHU. Tak HaCIIeIyrOTCS y
YeJIoBeKa TMOMAAAKTIIINS (IIECTHITAIOCTh), BECHYIIIKH, KypYaBbIe BOJIOCHI,
Kapuii IBET TJ1a3 U aAp. [Ipu HEMmoJIHOM JTOMUHUPOBAHHUH Y TIOTOMKOB OyIeT
MIPOSIBIBITECA TPOMEXyTouHast ¢opma HaciegoBaHus. [Ipu HemomHOW Tie-
HETPAHTHOCTU reHa 0OJIbHBIE MOTYT OBITh HE B KaXKJIOM ITOKOJICHUH.

AymocomHo-peyeccugHolii. mun HAc1e008aHus XapaKkTepU3yeTcs
CJICMYIOIMMHU TPU3HAKAMU:

e (OOJIbHBIC HE B KAKOM MOKOJICHUU;

e 00JIbHOW peOEHOK (TOMO3UTOTa) POXKIACTCS Y 3I0POBBIX POJUTE-
nel (reTepo3uror);

e 0OJCIOT B paBHOM CTETIEHU MY>KYHHBI U KEHIIIHBI;

e Hacie[OBaHHWE MPHU3HAKA UACT MPEUMYIIECTBEHHO MO TOPU30HTA-
v,



® BEpOATHOCTb HacienoBaHus 25% (ecnu 006a poAauTeNss reTepo3u-
rotHsl), 50% (ecnu OJuH POAUTEL TE€TEPO3UTOTEH, & BTOPOW TOMO3UTOTEH
1o pereccuBHoMy mnpusHaky) u 100% (ecim o0a poauTens peLeCCUBHBIE
TOMO3HTOTHI) (cXema 2).
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Cxema 2. PogocioBHas ¢ ayTOCOMHO-PELIECCUBHBIM THIIOM HACJIEIOBAHUA.

Yamie Bcero BepOATHOCTh HACICIOBAHUS 0OO0JE3HHM ayTOCOMHO-
PELECCUBHOTO THUIIA COCTABIIAET 25%, IMMOCKOIBKY BCIIEICTBUE TAKECTU 3a-
OoneBaHud Takue OOJbHBIE MO0 HE JOKUBAIOT JO JETOPOAHOIO BO3PACTa,
an00 He BCTynarT B Opak. Tak HacnenyeTcs y yenoBeka (PeHUIKETOHYPHS,
CEpIIOBHUIHO-KJIETOYHAsI aHEMHUSI, TOJIYOOW UBET IJ1a3 U JIp.

X-cyennennvlii peyeccuHvlii Mun HACIe008aHUs XapPaAKTEPU3YETCs
CJIEYIOIMMU IPU3HAKAMHU:

e 0OJbHBIC HE B KAXKJIOM IMOKOJICHUU;

e 00JIBHOM PEOCHOK POXKIACTCS Y 3I0POBBIX POAUTEIICH;

e 0OJICIOT MPEUMYIIECTBEHHO MYXYHHbI;

® HaCcJIeIOBaHUE MMPU3HAKA UJIET TPEUMYILIECTBEHHO 110 TOPU30HTAIIH;

® BEPOSITHOCTh HaciienoBaHus y 25% Bcex NeTeil, B TOM 4ucle y
50% MabYMKOB.

Tak HaciemyoTCs y 4enoBeKa reMopuins, JalbTOHWU3M, HACIEACT-
BEHHAs aHEMUSI, MbIIIICYHAs! TUCTPOodust u Ap. (cxema 3).

Cxema 3. PotocnoBHast X-CLEIIEHHOTO PELIECCUBHOTO THIA HACIEIOBAHMSI.

(o]



X-cyennennviii. OOMUHAHMHDBIL MUN HACIE008aHUs. CXOJIEH C ayTo-
COMHO-IOMHUHAHTHBIM, 32 HMCKJIIOYEHHEM TOTO, YTO MY)KYMHA IepeaacT
3TOT MPHU3HAK TOJBKO JOYEPSIM (CHIHOBBSI MOJMYYAIOT OT OTHA Y-XPOMO-
comy) (cxema 4). IIpumepom Takoro 3abojicBaHus sIBiIIeTCsS ocodas dhopma
paxura, yCTOWMUMBas K JICYCHUIO BUTAMUHOM D.

e
 enen e
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Cxema 4. PontociioBHast X-CLIETIJIEHHOTO PEIICCCUBHOTO TUTIA HACTIECIOBAHUS.

Tonanopuueckuti mun Hacied08auus XapakTEPUIYETCs CIEAYIOIIN-
MU TIPU3HAKAMMU:

® (OOJILHBIE BO BCEX IMOKOJICHUSAX;

e 0O0JICIOT TOIBKO MY>KUMHBI,

¢ y 0OJILHOTO OTIIa OOJIBHBI BCE €0 ChIHOBBS (cXxema 5);

® BEPOSITHOCTH HaciaeAoBaHus y MalbuukoB 100%.

Cxema 5. PogociioBHasi TOJIaHIPUYECKOTO TUIIA HACTIEAOBAHUS.
Tak HaciemyroTcs y ueJoBEKa HEKOTOpble (OPMbI HXTHO3a, 00-

BOJIOLIEHHOCTh HApYXHBIX CIYXOBBIX MPOXOJOB U CPEAHHUX (PaJlaHT Majb-
1IE€B, HEKOTOpbIe (hOPMbI CUHAAKTUIINY (CpallleHUue NableB HOT) U JIp.
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HACJIEACTBEHHAS ITATOJIOI'UA
AAPCKOI'O CHHAPOM

BbizenieH B caMOCTOATENIbHYIO HO30JI0TMYECKYI0 eaunuiry B 1970 T.
D. Aarskog.

Knunuueckan xapaxmepucmuxa. Habmonaercsi pa3inuyHas CTETEHb
OTCTaBaHUs B POCTE, XOTS Macca W JUIMHA Teja MpU POXKICHUNA HOPMaJIbHBIE.
OtcraBaHue B pOCTE CTAHOBUTCSI OYEBHIHBIM K KOHILY MEPBOro rofa. Y 00ib-
HBIX KPYTJIOE JIMIIO, KIIMHOBUIHBIM POCT BOJIOC Ha JI0Y — «MBIC BIOBBD», IIUPO-
Kasi IePEHOCHUIIA, KOPOTKHIA HOC C BEIBEPHYTHIMU HO3APSIMHA, aHTHMOHTOJIO/T-
HBIN paspes ra3, nto3 (puc. 1, a, 6). [a3Hple aHOMaNMUU BKIIOYAIOT OQTab-
MOITICTHIO, KOCOTJIA31e, aCTUTMATH3M, YBEIMICHHYIO POTOBHITY. XapaKTePHBI
THITOTIIa3Ms BEPXHEH YEIFOCTH, JIeTKasl CKIIaJIKa IO 1 HIDKHEH Ty00id, aHOMany
VIIHBIX PakoBUH. OTMEYaroTCs Pa300ITAHHOCTH CYCTaBOB, OpaxWIAKTHIIHS,
HEMOJHAs CUHAAKTWINS pyK (puc. 1 B), mepepa3rubanve B MPOKCUMAIBHBIX
MeK(DaTaHTOBBIX CYCTaBaxX C OJJHOBPEMEHHBIM CTHOAHWEM B JMCTATLHBIX, IITH-
pOKHE CTOMbl. YMepeHHas YMCTBEHHas OTCTAJIOCTh WM 3aTPYJAHEHUS IPH
oOyuyeHuun HabmoarTes y 14% O0bHBIX:

Coomnowenue nonoe — M1:XKO.

Tun nacnedosanus’ NPEINOJIOKUTEIIEHO ayTOCOMHO-OMHUHAHTHBIN
nin X-CUECIUICHHBIN PELIECCUBHBIM.
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B

Puc. 1. Cunapom Aapckoro:
a — BHEIIHUN BUJ 00JIBHOTO; O — TUIIEPTEIOPU3M, IIUPOKASI IEPEHOCUIIA,
HIMPOKOE OKPYIJIOE JUI0, AHTUMOHTOJIONIHBIN pa3pe3 IJ1a3, KOPOTKUI HOC;
B — OpaxuIaKTHIIMSI, HEMOIHAS KOKHAsI CUHIAKTUIIHS.

ATAHI'JIN03 KUIIEYHUKA BPOXKIEHHBIMN

Knunuueckaa xapakmepucmuka. 3a0oyieBaHre 00yCIOBJICHO BPO-
JKJIEHHBIM OTCYTCTBHEM MapacUMITATUUYECKUX TaHTJIMEB U CUMMIATHYECKUX
CIUICTEHUN B PA3IMYHBIX y4acTKaX TOJCTOM Kuku. KiimHuueckas kapTuHa
XapAKTEPUYETCS CTOMKUMHU 3allOpaMu U JTUHAMUYECKOW KUIICYHOM He-
npoxoaAnMoOcThio. B 45% cnydaeB oTrmeuaercsi pBora, B 85% ciydaeB —
B3JyTHE JKnBoTa (puc. 2). OTaen KUIICYHHUKA BBIIIC araHrJIMO3HOrO ydJa-
CTKA pacCHINPSIETCS, CTCHKU THUIEPTPOPUPYIOTCS, pa3BUBACTCS METAKOJIOH,
KOTOPBIM OCJIOKHSIETCSI SHTEPOKOJIUTOM Win nepdopanueit kumku. Kamo-
Basi MTHTOKCUKAIIMSI MOKET BBI3BAaTh KHUPOBYIO NUCTPODUIO TICUCHH. PeHT-
TEHOJIOTUYECKU OMPEAENISIIOTCS CYKEHUE Y4YacTKa KUIIKU U PacCIIUPEHHE
MPEAIIESCTBYIONIETO €My CETMEHTa, 3aJiepKKa Oapusi. DTHOJIOTUS MYJIbTH-
dakropuanpHas. [Ipy mopaxeHUHM KOPOTKOTO CErMEHTa KHUIIIEUYHHKA PUCK
st OpateeB — 5%, cectep — 1%. Ilpu mopakeHUM JIJIMHHOTO CETMEHTa
KHIIIEYHUKA PUCK 151 cbcoB o6oero mona — 10%.

Coomnouwenue nonos — M2-3.X1.
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Puc. 2. B3)_IYTI/IG KHMBOTA IIPHU BPOXKICHHOM araHrjiimo3¢ KUIICYHHKA.

AJIPEHOTEHUTAJIBHBIM CUHIPOM

Knunuueckaa xapaxmepucmuxa. OnucaHo S5 THUIIOB CHHAPOMA,
HanboJIee YacTo BCTPEUAIOTCS CICHYIONINE ABE (POPMBI.

AodpeHoceHUmManbHblll CUHOpOM ¢ nomepetl cou uiu oe3 nee (nedu-
uT 2 1-TUapoKCUasbl), WK KEHCKUN TICeBIOTepMaPpOIUTH3IM. DTO HAU-
Oomee pacnpoCTpaHEHHBIN THUI TUTEPIUIA3UU HAAMOYEYHUKOB. Jlepuiut
21-TupoKCUIIa3bL HPUBOJUT K HAPYIICHUIO 0Opa30BaHMs JIE30KCUKOPTH-
KocTepoHa u 11-ne3okcukopTu3ona. buocuHTe3 aHaPOreHOB HE HAPYIIEH,
YTO MPHUBOJMUT K HM30BITOYHON MPOAYKIIUU HX €Ie MPU BHYTPHYTPOOHOM
pa3BUTHH. Y HOBOPOXKIICHHBIX JEBOYECK OTMEUAETCS pa3inyHasi CTETCHBb
MaCKyJIMHH3AHUHA OT YMEPEHHOW TUNepTpoduu KIWTOpa M0 MOJHOTO Cpa-
CTaHusl TyOHO-MOIIOHOYHBIX CKJIaJ0K C (POPMUPOBAHUEM MPEIACTATEIHLHON
JKene3bl, MOIIOHKH, TIOJIOBOTO 4YJIeHa. BHYTpEHHHE TOJIOBBIE OpPTaHBI
chopMupoBaHbl PaBUWIbHO, KapuoTun 46, XX. Y MaqbYUKOB OCHOBHBIC
KIMHIYECKHE CUMIITOMBI — PAaHHEE MOJI0BOE Pa3BUTHE M HU3KUU POCT, CBSI-
3aHHBIN C MPEXIEBPEMEHHBIM 3aKPBITHEM 30H pocTa 3mudu3oB. [Ipu He-
noyiHOM Jepunute 2 1-THAPOKCUIIA3bl AIEKTPOIUTHBIA OallaHC, YPOBEHb
KOPTHU30JIa U ajbaocTepoHa B Hopme. [Ipu momHom aeduiure GpepmeHTa
(compTepsitomas (opma) Ha TEPBBIA MUIAH BBHICTYHAIOT CICAYIOIINE CHM-
NTOMBI: PBOTA, TaxWUKaApAWs, COHJIWUBOCTh, TPU3HAKUA JACTHUIpaTAIIIN
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(puc. 3, a, 0), TUIIOHATpHEMHUs, THIIEPKaJIMEMHs. Bo Bcex cirydasx oTMeda-
€TCs IOBBILLIEHHE B MOY€ YPOBHs 17-keToCTepouI0B.

AoperoceHumanbHulll CUHOPOM C apmepuanvbHol sunepmensuetl (1e-
¢bunut 11B-ruapokcunaszel). KnuHudeckd y J€BOYEK OTMEUAIOTCS TUIIEp-
Tpodusi KIUTOpa, CpacTaHue ryOHO-MOIIOHOYHBIX CKJIAJOK C 00Opa3oBaHU-
emM MomroHku. DopmMupoBaHre BHYTPEHHHX ITOJIOBBIX OPTaHOB, KaK MpPaBU-
JI0, HE HApYIIEHO. Y MaJbYMKOB OTMEYACTCS] MUTMEHTAIIHSI MOIITOHKH.

Tun nacnedosanus’. ayToCOMHO-PEIIECCUBHBIN.

a o

Puc. 3. Buemmnit BUJI 0O0JILHOTO C AJIpCHOICHUTAJIbHBIM CUHAPOMOM.

AKPOJH30CTO3

Omucan B 1968 1. P. Maroteaux u G. Malamut.

Knunuueckan xapakmepucmuka. XapakTepHble JJIs1 aKpOJIU30CTO3a
YepenHo-IuileBble Tu3Mophun BKIIOYAOT Opaxuiedannio, 3amnapiiyto mne-
pPEHOCHILY, KOPOTKUN MaJICHbKUH HOC C BBIBEPHYTHIMU BIEPE] HO3APSMU,
CUIIOMJIa3UI0  BEPXHEW YEeNIOCTH, NPOrHAaTU3M, MPUOTKPBITHIA  pPOT
(puc. 4, a), B HEKOTOPBIX CITydasiX paclleIUICHHbIH KOHYUK HOCA, aHOMAJIUU
npukyca, rujpouedannio. KoHeYHOCTH YKOPOUEHBI B OCHOBHOM 3a CYET
JTUCTANIbHBIX OTAeI0B. OTmedarorcs JedopMariuu IUICUEBOM, JTy4eBOM,
nokTeBoM kocteil. Kuctu mmpokue ¢ Opaxumakrunueit (puc. 4, 0), snudu-
36l KUCTU KOHUYECKOW (DOPMBI, KOKa THUILHOW MOBEPXHOCTH KUCTH MOP-
mHUCTas. B penkux cirydasix MOTYT OBITh BRIBUXH TOJIOBKH JIy9€BOM KOC-
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TH, YMEHBIIEHUE pa3MepoB MO3BOHKOB. YacToe OcCloKHEHHE — OrpaHHye-
HUE TOJIBM)KHOCTHU JIyUY€3aISICTHBIX, JIOKTEBBIX CYCTaBOB M MO3BOHOYHHKA.
B 90% ciiyyaeB oTMeuaeTcsi yMCTBEHHAS] OTCTAIOCTb.

Tun nacnedosanusn’. ayToCOMHO-TOMUHAHTHBIN.

|
T
T

T

Puc. 4. Axpoau3ocTo3s:
a — KOPOTKUHM HOC, IIPOTHATHS, TPUOTKPBITHIA POT, TUIIEPTEIOPU3M,;
0= mupoKue KUCTH, OpaxuIaKTHIIHS.

AKPOLHEDPAJIOCUHAAKTHNJINHU

Knunuueckaa xapakxmepucmuka. CymecTBYIOT TPU THIIA aKpoIie-
(hagoCHHIaKTUITHA.

Cunopom Anepa (mun |) xapakTepu3yeTcsi H3MEHCHUSIMH deperna —
CHHOCTO30M Pa3JIMYHON CTENEHW B OCHOBHOM BEHEYHBIX IIBOB; M3MECHE-
HUSMH JIWIA — TUIOCKUM JIOOM, aHTHUMOHTOJIOMIHBIM pa3pe3oM ria3; 3a-
NaBIICH TIEPEHOCHIICH, TPOrHATH3MOM (pHC. 5, a); TOJHBIM cpanieHueM |1—
V nanbleB KUcTel u ctor (puc. 5, 0, B).
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IIpu cunopome Compe—Yomsena (mun 111) HaOmOga€TCA KPaHUOCH-
HOCTO3 Pa3HON CTENEHM, MPUBOIAIIUMN OOBIYHO K ACMMMETPUU uepena
(puc. 5, r, m). Jlpyrue depenHoO-IHMIICBbIC aHOMAJIMU BKJIFOYAIOT BBICTY-
naroiiye JoOHbIE U TEMEHHbIE OYIpbl, NTO3, AaHTUMOHTOJIOUIHBIN pa3pe3
a3, kocorjasue. OrMmedarorcs cpamieHue Markux tkaHed |l1-I11 mansies
PYK U HOT, OpaxuIaKTUIIHSI.

Cunopom Igaiipgpepa u cunopom Hoaxa (mun V) xapakTepusyeT-
cs akpouedanueit (puc. 5, e, ) B COUETaHUHU C MIUPOKUMHU AUCTATHFHBIMU
dananramMu OONBIIMX MATBIEB KUCTEH U cToll. Bo3morkHa cuaaaktumus |-
Il xucreit, a Taxoke |-l u IV cTom.

Honynayuonnas wacmoma — 1:160000.

Tun nacnedosanusn: ayToCOMHO-TOMUHAHTHBIM:
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Puc. 5./AxpoliedanocuHaaKTUINN.
Cunnmpom Amepa: a — IIOCKHUNA J1I00, aHTUMOHTOJIOUAHBIA paspes
IJ1a3; 3amaBllias MEPEeHOCHNA, MPOTHATH3M; O, B — TOJIHAS CUHIAKTUIIUS
kucteid u crorn. Cunapom CiTpe—YoT3eHa: T, T — YMEPEHHO BBIpaKCHHAsS
akporedanusa. Cunapom Ildaiiddepa: e, x — akporedanus, aHTUMOHTO-
JIOUJHBINA pa3pes3 rias.

AXOHJIPOT'EHE3, TUII IAHI'EPA-CAJI/IMHO

Kaunuueckaa xapaxmepucmuka. JlanHas Qgopma HeEOHaTalbHON
KapJIMKOBOCTH COMPOBOXKJIACTCS BOISHKOM IJI0Jja U HEIOHOLIEHHOCTBHIO.
l'onoBa cunbHO yBenuueHa, KOHEUHOCTH, TYJOBHUIIE U IS YKOPOUEHBI
(puc. 6). PEHTreHOJOrn4YecKr BBISBISIOTCS HEIOCTATOYHAS KallbIHM(HKa-
US TOSICHUYHBIX MTO3BOHKOB M MIOJHOE €€ OTCYTCTBHE B KPECTIIE U JOOKO-
BOIl KOCTH, CHJIbHOE YKOpOU€HHUE pebep M UIMHHBIX TPyOuUaThIX KOCTEH,
MeTa(u3bl KOTOPHIX UMEIOT pa3MbIThie KOHTYpHI. [1noa Hexu3HecrnocobeH.

Tun nacneoosanus. ayToOCOMHO-PEIIECCUBHBIN.
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Puc. 6. Axonaporenes, Tun Jlanrepa—CanauHo.
Maxpouedanusi, ykopoueHHE KOHEUHOCTEH U IICH.

AXOHAPOIIJIA3ZUA
(xonapoaucrpodus)

Knunuueckana xapakmepucmuka. TUNAYHBI HU3KUI POCT (IIpHU pOXKIE-
Hun — 4648 cm, y B3pocibix — 120-130 cm), OoJIbIIION Yepen ¢ BBICTYIIA0-
MM 3aThUIKOM, 3alaBlias NepeHoculla (CEeAJOBUIHBIA HOC), IPOTHATH3M Yy
B3pocibIX. KOHEUHOCTH YKOpOYEHBI B OCHOBHOM 32 CUET MPOKCUMAJIBbHBIX OT-
nenoB (puc. 7, a, 0), KUCTH MIUPOKUE U KOPOTKUE, HMAJIbIIbI PaCIiOI0KEHbI B BU-
1ie Tpe3yona (puc. 7, B), BEIpayKeH MOSICHUYHBIM JIOp103. JleTH OTCTaloT B BU-
raTeIbHOM Pa3BUTUH, UHTEIUIEKT HOPMaJIbHbIN. PEHTTeHONMOrn4ecKy BhISBIIS-
IOTCSI IUCIPOTIOPLIMS. MO3TOBOM M JIMIIEBOM HYaCTeH yepena, yKOpOYEHNE OCHO-
BaHUS Yeperia, YMEHBIIIEHHE 3aThUIOUHOTO OTBEpCTUsL. TpyOuaTsie KOCTH yKO-
pOYEHBI W YTONIIEHBI;, TUMHMYHA (QopMa Ta3a — pasBEpHYTHIC KPbUIbsI TOA-
B3/IOITHOM KOCTH, KpBbIIIa BEPTIY>KHBIX BIAUH YIUIOMIECHA.

Honynayuounas uacmoma — 1:100000.

Tun nacneoosanusn: ayTocOMHO-TOMUHAHTHBIA, 80% ciaydaeB 00y-
CJIOBJIEHBI HOBBIMH MYTALMSIMH.

Puc. 7. Axonapomnazusi:
a, 0 — G0JBHBIE C aXOHAPOIIA3UEN; B — CUMIITOM Tpe3yolia.
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BAAPJIEHBYPI'A CUHAPOM

Omnwucan B 1951 r. P. Waardenburg.

Knunuueckaa xapakmepucmuxa. Hanbonee yacto BCTpeyaroTcs
MIMPOKAas BBICTYMAIOIAS MEPEHOCHIIA, CPOCIIMEcs OpOBH, T€TEPOXPOMUS
panyxek (puc. 8, a, 6), HEHPOCEHCOPHAs ITyX0Ta BCJICICTBUE THITOIIIA3UH
KOpTHEBa OpraHa, Oemasi mpsiab BOJIOC HaA0 JTOoM (45%), yJ4aCTKH JICTINT-
MEHTAIlMU Ha KOXKE€ W TJIa3HOM JHe. MHOTJa OoTMedaroTcs MTO3, BBICTY-
naromas HIKHAS YeNIOCTh, pacilelnHa HE0a MM BICOKOE HEOO, HEOOIIb-
e CKEeJIETHBIE IehopMaIiy U TIOPOKH CEep/IIia.

Honynayuonnas uacmoma — 1:4000.

Tun nacneoosanus. ayToCOMHO-JOMUHAHTHBIN.

a 0

Puc. 8. Cunapom BaapaenOypra (mupokas mepeHocuiia, rerepo-
XPOMHUS pagy’KHBIX 000JI0U€eK), Oenast mpsab BOJIOC HAJ0 JOOM.

BEPHEPA CHUHIPOM
(mporepust B3pOCJibIX)

Omnucan B 1904 r. O. Werner.

Knunuueckaa xapakmepucmuxka. 3a001eBaHe TPOSBISETCS B BO3-
pacte ot 15 no 30 ner. TunuyHble TPU3HAKU — 3aJ€pKKa POCTa, paHHEE
noceqieHue, 00JIbICEHNE, BhIMaAeHHE 3y0OB, CKIEPOJAEPMHUS, OCOOCHHO BbI-
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paXeHHas Ha KOHEYHOCTSX, aTpOo(dusl MOIKOKHOTO KHUPOBOTO CJIOS M MBbI-
IICYHOW TKaHH, T.C. IPU3HAKU MPEKIACBPEMEHHOTO cTapeHus (puc. 9, a, 0).
Ha cTomax u moApDKKax B MecTaxX JAaBJICHHS BO3HHMKAIOT IUIOXO 3a)KHBAIO-
ITUe SI3BBI, B MATKUX TKAHSIX KOHEYHOCTEH OOHApYKMBAIOTCS KaablU(pUKa-
Thl. JIMIIO cMoOpIlIeHHOe, HOC KIOBOBUAHBIN. B 20-30 ner pa3BuBaroTcA
JIBYCTOPOHHSIS KaTapakTa, MUTMEHTHBIA PETUHUT. DHIOKPUHHAS TMATOJIO-
TUSl BKIIOYAET CaxapHBIM AUA0ET W THUIIOTOHATU3M. XapaKTepHBI OCECIUIO-
e, UMITOTEHITUS, TUCMEHOPES UM aMEHOPEsl, OTCYTCTBUE JINOUIO0, BBICO-
KW TOJIOC, CKYy/THO€ OBOJIOCEHHE B MOIMBIIICYHBIX BIIAJWHAX W HA JOOKE.
Pentrenonorndecku BEISBISIOTCS OCTEOIOPO3, nedopmalus KOCTel CToTl,
OCTEOapTPUTHI Nepu(epHIecKuX cycTaBoB. HaOmromaroTess cTeHOKapaus 1
MH()APKT MUOKAP/Ia; HEPEAKHU 3JTI0KAYECTBEHHbIE HOBOOOpAa30BaHMUSI.
Tun nacneoosanus. ayToCOMHO-PEIIECCUBHBIM.

a 0

Puc. 9. Cuanpom Bepuepa. KimroBoBuIHBIN HOC, 00JIBICCHHE.

BUWJIbSMCA CUHAPOM
(cuapom J1umna abpda)

Ormmucan B 1961 1. J. Williams.

Knunuueckaa xapakmepucmuka. 11pn poxaeHun 1eTH UMEIOT HU3-
kuil poct u Bec (B cpeaneM 2700 r). TUMUYHBI OTEUHOCTh BEK, KOPOTKHIA
HOC C OTKPBITBIMHU BIEPE] HO3APSMH, IIUPOKAsT BEPXHSSI YEIIOCTh, MOJHBIE
IIEKU, MaJICHbKasi HUXKHSS YeJI0CTh, OTKPBIThIA poT (puc. 10, a, 6), oTTo-
nbIpeHHbIE YIIU. TUnudHble YyepThl auma GopmupyroTes k 4 rogam. Yacto
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BCTPEUAIOTCS TOJTyOBIE PaTy»KKH CO CBOCOOpPa3HBIM 3BE314aThIM PUCYHKOM.
[TaTonorusa cepACYHO-COCYAUCTON CHUCTEMBI BKJIKOYAET HAJKIIATIAHHBIN
CTEHO3 aopThl, CTEHO3 JIErouHoi aprepuu, B 50% ciiydaeB — nedeKTh Ie-
peropoaok cepana. OTMEUarOTCsl YMCTBEHHAs! OTCTAIOCTh PAa3JIMYHOM CTe-
MIeHU, pa3HOOOpa3HbIC NICUXUUECKUE HAPYIIEHUS, YCYTyOJISIONINe HapyIlle-
HUE WHTEJUIEKTa. BO3MOXKHBI XPHUILIBIA TOJIOC, KOCOTTIa3ue, Ku(OCKOIN03,
MaxoBbl€ TPHDKHU, MUTpaIbHAs HEJOCTATOUYHOCTh, MOBBIIMICHHBIN YpPOBEHb
xonectepuHa. B Bo3pacte 818 MecsmeB 9acTo HaOIIOJACTCS THHEP—
KaJIbIIUEMUSI, TPUBOASAIIAS K TUIOTOHUU, 3amopaMm, aHOPEKCHUH, PBOTE,
MOJIUTUTICUN, TOYeYHON HemocTaTouyHOCTH. C BO3pacToM 3a0oJieBaHHE
JISIETCS: TIPOTPECCUPYET MATOJOTHS cepara, GopMUpYOTCS Ku(DOCKOTHO3,
JIOPJ103, OTPAHNYEHUE TTOABUKHOCTU CYCTABOB, CTCHO3 YPETPHI.

Honynayuonnas wacmoma — 1:10000.

Coomnouwienue nonoe — M1:X1.

Tun Hacneo08anu’ MPEANOIONKUTEIILHO ayTOCOMHO-
JTOMUHAHTHBIM.

Puc. 10. Cunnpom BunbsiMca. OnukaHT, KOPOTKHI HOC C OTKPBITHI-
MU BIIEPe] HO3APSMU, IIUPOKasi BEPXHS YETIOCTh, TUIIOIIA3US HUKHEH
YEeJIFOCTH, MOJTHBIE ILEKH.

BUTUJINT' O
(mepBuYHas JeliKoaepMAa)
Knunuueckaa xapakmepucmuxa. TUNNYHBI YETKO OrpaHUYECHHBIE

YYaCTKH JETUTMEHTAIUY, YCHIMBAKOIIecs K mepudepnn, Ha (QoHE HOP-
MabHOM KOoxkH (puc. 11, a, 6). Kpas ouaroB runepnurmeHTupoBassl. [lopa-
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KEHHE OOBIYHO CUMMETPUYHOE Ha pyKaxX, JIMIE, IIee, TYJIOBHIIE, KOKHBIX
CKJIaJIKaX; MOXKET ObITh F'eHepaIn30BaHHbIM. [10BbIIIIEHA UYyBCTBUTEIBHOCTD K
yIbTPa(UOJIETOBBIM JIydaM; JIEMUTMEHTHUPOBAHHBIC YYACTKU IOABEPKECHbI
conmHeuHbIM okoram. bonee yem B 50% ciyuaeB 6ose3Hb nposiisieTcs 10 20
jeT. 3aboJeBaHie MOKET MPOTrPECCUPOBATh, & B HEKOTOPBIX CIyYasiX MOBEP-
ratbest oOpatHoMy pa3BuTHiO. [IOBBIIIIEH PUCK paka KOXKHU.

Honynayuonnas uacmoma — 1:100.

Coomnouwenue nonoe — M1:X1.

Tun nacnedosanus: IPEANONOKUTEIIEHO AyTOCOMHO-TOMIUHAHTHBIN.

Puc. 11. Butunuro. Y9acTku AenUrMeHTanuu Ha (poHe
HOPMAJIbHON OKPACKU KOXKHU.

FEMUI'NHEPTPO®UA

Knunuueckan xapakmepucmuka. Bbpa)xeHHOCTh TeMHUTHIIEPTPOPUN
3HAUUTEIBHO BapbUPYET OT YBEJIMYEHUS BCEH MOJIOBUHBI Tena (TOTalbHas Te-
MUTHIIEpTpOdUs) A0 yBEIUUEHHs YacTel Tena (YacTHYHasl WA CerMeHTapHast
remurunepTpodus) (puc. 12 a, 6). MHOra yBEeIMYMBAIOTCS HECMEXKHbBIC y4a-
CTKHU TeNa (nepekpectHasi remuruneptpodusi). [ uneprpogupyrorcs He TOJIBKO
KOYKa, MSITKHE TKaHU M KOCTHO-MBIIIEYHAs! CUCTEMa, HO TaKKE€ U BHYTPEHHUE
Opranbl MOpaKeHHOH MNONOBUHBL [Ipy pEeHTreHoNornyeckoM 00CIeI0BaHUU
BBISIBJIEHBI OTIEPEKEHNE KOCTHOTO BO3pacTa TMNepTpOPUPOBAaHHBIX KOHEUHO-
CTel, yBeIM4YeHue BHYTpeHHUX opraHoB. [IpubmmsurtensHo B 20-30% citydaeB
BCTPEYAIOTCSI NMUTMEHHBIE HEBYCHI, T€MAaHTMOMBI, YMCTBEHHAsl OTCTalOCTb,
aHOMAJIMM MOYETIOJIOBOM CUCTEMBI. BoJTbHBIE MPepacionokeHbl K OIMyXOJsM
nouek (omyxojib BuibMca), KOpbl HAIOYEUHHUKOB U T€YEeHHU (B IETCKOM BO3-
pacte). 3a0oJeBaHue MPOSBIISIETCS BCKOPE MOCIIE POXKICHUS; C BO3PACTOM BblI-
PaXKEHHOCTh ACHMMETPHUH MOXKET HapacTaTh WM YMEHbIIATHCS.

Coomnowenue nonog — M1:X1.

22



Puc. 12. I'emuruneprpodusi.

T'NIMOP®OCDPATEMMUSI
(¢pochaTauader)

Knunuueckasn xapakmepucmuka. I'nnodocpareMuto MOXHO BbI-
SBUTH Cpa3y MOCJC POXKACHHS, a IPU3HAKUA PaXHUTa MOSBISIOTCS B KOHIIE
MEepPBOTO — HAYaJie BTOPOTO T'0Jla KU3HH, KOT/Ia JeTH HAYWHAIOT XOJUTh.
HaunGonee BhIpaKEHBI N3MEHEHUsI HIJKHUX KOHEYHOCTEH — MCKPUBIICHUE
JUIMHHBIX TpyOuaThix kocteil (puc. 13, a). XapakTepHbl HU3KHN POCT,
OTpaHUYCHME TIOJBUKHOCTH B KPYIHBIX CycTaBax (Ta300€IpEeHHBIX, KO-
JIGHHBIX, JIOKTEBBIX ), JOouXoledanus, quciuiazus Horter (puc. 13, 0, B).
[Toxonka HeyBepeHHas!, B TSDKEJBIX Clydasix OOJIbHbIE BOOOIE HE MOTYT
XOMIUTh. Y JKEHIIUH CKEJETHbICe HapyIICHUs MEHee BbIpakeHbl. PeHTre-
HOJIOTHYECKHU BBIABIISIIOTCS TUIMYHbBIC JUJISl paxuTa U3MEHEHHs, TpyOoBoO-
JIOKHHUCTasl CTPYKTypa T'y04yaToro BelmiecTBa Kocteil. B kpoBu moBblilieH
YpOBEHb IIeJI09HOU (hocdaTassl, ypOBEHb Kbl B HOpMe. 3a00jeBa-
HUE 00YCIIOBIICHO CHIDKEHUEM peadbcopObmmu ¢ochaToB B KaHAIbIAX IMO-
YeK.
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Puc. 13. T'anodocharemus.

Tun nacneooséanus: X-clieruIEHHBIN JOMUHAHTHBIN.

IT'HIIOXOHAPOIIVIA3UA

Knunuueckaa xapakmepucmuxa. bonbHbie HU3KOTO POCTa, C JIHC-
MPOTMOPIIMOHAIEHO KOPOTKUMH KOHEUHOCTsIMU (puc. 14). CuMOTOMBI TIPO-
SBISIOTCS K 3—4-My TOAY >XU3HU. Pa3mMepsl royioBEl HOpMaJIbHBIE, WHOTIA
oTMeuaeTcsl Opaxunedanus, BeICTynarommii 100. ['pyanas kieTka mmpo-
Kasi, IJIOCKasA, ¢ BhICTynawue rpyanaoi. Kuctu u cronsl mmpokue. He-
pPEAKO BCTPEUAIOTCS OrpaHUYEHUE JBMKCHHUM B Ta300€pEHHOM U JIOKTE-
BOM CyCTaBax W BapyCHO€ MCKPHUBJIEHUE T'OJ€HU. PEHTreHOJOrnYecKH BbI-
ABJISIIOTCS CIEAYIOIINE aHOMAJIMK: BOTHYThIE KOHTYpbI 3aJHE MOBEPXHO-
CTU TOSICHUYHBIX MO3BOHKOB, TOPU30OHTANIbHASA KpbIlIa BEPTIIYKHOM BIa-
JIUHBI, YKOPOUYCHUE WM YTOJIIECHUE OENPEHHBIX W TUICUEBBIX KOCTEH, He-
OOJBITIOE yATTMHEHNE MATo0epIIOBOM KOCTH, «KBaapaTHas» (hopma smudu-
30B KOJICHHBIX CYCTaBOB, YKOPOYCHHE JIOKTEBOW KOCTH B 00OJIACTH JIyde3a-
TMSICTHOTO CyCTaBa.

Coomnowenue nonoe —M1:X1.

Tun HAC1e006aAHUA MPEAMOTIOKUTEITHEHO ayTOCOMHO-
JTOMHWHAHTHBIH.
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Puc. 14. 'unoxoHApoIia3us.

IJIA30-3YBO-ITAJIBIIEBOM CUHAPOM

Ommcan B 1920 r. W, Lohmann.

Knunuueckan xapaxmepucmuka. OCHOBHbIC MOPOKHU TJ1a3. MHK-
podTanbmus, ICTOHYEHHAS pay’Ka, BpOKJICHHAs KaTapakTa, Iiaykoma,
aTpodusi 3pUTEIbHOTO HEpBa, MOMYTHEHUE POTOBUIILI, Y3KHE TJIa3HbIE
men. OTMevaroTCs HEMpaBWIbHBIA pOCT 3y0OB, MUKPOJAHTUA W Yac-
TUYHAs aJOHTHS, TUIIOILIa3Usl dMalid, paHHUN Kapuec. XapaKTepHBI y3-
KUH HOC C TUMONJIa3ue KPbUIbeB U Y3KMMU HOCOBBIMU XOJaMH, HU3KO
pacnoJsiokeHHble yiu (puc. 15, a). Bonockl ToHKHE, CyXH€e, peIKHE, pac-
TYT MEIJIEHHO; Koka cyxas. [lopoku Kuctei BKIOYAaIOT 1BYCTOPOHHIOO
CHHIAKTHINIO (puc. 15, 0), TUIIOIUIA3HMIO WIIM aIljla3ui0 CPpeIHuX (ajlaHr
OJHOT0 WJI HECKOJIBKUX MaJIbIIEB, PEHTI€HOJOTHYECKH BBISIBISIEMOE YII-
jgomenue 1 m 5 macTHBIX Kocteil. MHorma HAOMIOMAIOTCA YTOJIICHUE
HWDKHEW YeIIoCTH, pacuipeHue MeTtadu30B JIMHHBIX TPYOYaTHIX KOC-
Te¥, BPOXKJACHHBIM BBIBUX Oeapa. BerpedaroTes mMukpouedanus, paciie-
JUHBI TyOBl U HEOa, mMpoBojsmIas riyxoTra. [IcuxoMoTopHOE pa3BUTHE
COOTBETCTBYET HOPME.

Tun nacnedoganus’. ayToCOMHO-TOMUHAHTHBIN.
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a 0

Puc. 15. 'nazo-3y00-nanb1eBoi CHHIPOM:
a — MEKpO(TaTbMuUsI, STTUKAHT, Y3KUH HOC C TUTIOIUIA3UCH KPBIITLEB;
0 — cugpakTunnsa [V-V kucreii.

I'VTAYKOMA BPOXJIEHHASA

Knunuueckan xapakmepucmuxa. BpoxjaeHHas riaykoma Mpen-
CTaBJIAECT COO0N OTHOCUTEIBHO peAKyto GopMy riaaykoMsl v B 80% ciy-
YaeB MHUATHOCTHUPYETCS B Te€UeHHe 1-To rona ku3Hu. PanHWe KIMHUYE-
CKHE TPOSABJIEHUS BKJIIOYAIOT CJIE30TEUEHHE, CBETOOOSI3HB, Oiedapoc-
nasM, MOMYTHEHUE POTOBUIIBI (OTEK), YBEIUUYCHUE POTOBUIIBI, aTPOQPHUIO
JMCKa 3puTenbHOTO HepBa. ['masHoe s0g0k0 yBenuueHno (puc. 16, a, 0).
B 75% cnydaeB maTosorus 1ByCTOpPOHHsS. 3a00jeBaHKE Yallle BCTpeya-
€TCs y MaJbuuKoB. M30mMpoBaHHas TiayKkoMa — 3THOJOTHYECKH TETepO-
TeHHOE COCTOSIHUE.

Coomnowenue nonoe — M3:XK1.

Tun Hacnedosanusa. ayTOCOMHO-PEIECCHBHHBIA, ayTOCOMHO-
JTOMHWHAHTHBIN.
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a 0
Puc. 16: a — BpokeHHas riiaykoma; 0 — rmpaBblif 11a3 —
710 OTepallfu, JIEBbIN — MMOCIIe Ofepalu.

FJIMKOT'EHO3, TUII 11
(601e3ub DopoOCa, 00se3Hb Kopn)

Knunuueckaa xapakmepucmuka. Knuandeckass KapTuHa IJIMKOTeE-
Ho3a [II TMna cxonHa ¢ KIMHUYECKOW KapTHHOM TJIMKOreHos3a | thma: xa-
PAKTEpHBI OTCTABAHUE B POCTE; «KYKOJBHOE» JIMIIO, BBIPAXKCHHAS I'eIaTo-
meranus (puc. 17), CKIOHHOCTh K MH(EKIMSIM U KPOBOTOYMBOCTH. Kpome
TOT0, OTMEYAIOTCS TUIEPTPOGUS OTAETbHBIX MBIIIEYHBIX TPYIIIT U MUOKap-
Jla, HapylLIeHUE CEepAeYHOM MPOBOAMMOCTH M KOPOHAPHOTO KpOBOOOpalie-
HUs; N034HEE IPUCOCAUHACTCA MuonaTus. [1Iporuos s :KU3HU XOPOILLINH,
K MyOepTaTHOMY NEPUOy IIPOrpeccCupoBaHuEe 3a00JeBaHMs 3aMeIseTCs,
pasMepsl IEYCHU YMEHBIIAIOTCS.

Tun nacnedosanus’. ayrTocCOMHO-PELECCUBHBIN.

Puc. 17. YBennuenue xuBoTa npu rimkoresose, tan 1.
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T'OJIONPO3SHIED AU CEMEVMHAS AJTOBAPHASI
(apundHIEdanus)

3aboneBanue BriepBbie onucano B 1963 r. W. De Myer ¢ coasr.

Knunuueckaa xapakmepucmuka. OT™MedaroTcsi TpyOble HapyIICHUS
CTpOEHUS JUIA: ABYCTOPOHHSS paciieiluHa TyObl U HEDOA, THIIOTEIOPU3M
(puc. 18), B TspKeNbIX cayvasx — mukionus. [Ipu maeBMosHIeanorpadun
00HapyXUBAIOTCS pa3HOOOpa3HbIe OPOKH KOHEYHOTO MO3Tra: OTCYTCTBHE
MO30JIUCTOTO TeJa, 00pa30BaHKE €IMHON BEHTPUKYIISIPHOM IOIOCTH, KOTO-
pasi cBOOOTHO cooOIIaeTes ¢ cy0apaxHOUJAIBHBIM MpocTpaHcTBoM. [lato-
JIOTOAHATOMHYECKOE HMCCIIEOBAHNE BBISIBIIET OTCYTCTBHE OOOHSATEIHHBIX
JYKOBUII, OOOHSITEIILHOTO TPAKTA U MJIACTUHOK, TUIIOTJIA3UI0 THIIIOKAMIIA,
KpYyIHbIE, HEMPABUIHLHO PACTIONOKEHHBIE U3BUIIMHBI, JeOpMAaIIUIO TTepe/i-
Hel yepenHoi iMKU. B O0JbIIMHCTBE CiTy4yaeB JIETH C TOJIONPO3 HIehanu-
el HeXKU3HECTIOCOOHBI.

Honynayuonnas wacmoma — 1:16000.

Tun nacnedosanus’. ayToCOMHO-PELIECCUBHBIN.

Puc. 18. T'ononpozannedanus cemelinas anodapHas.

IrOMOLOUCTUHYPUA

Knunuueckaa xapakmepucmuxa. Baenmmii Bui O0JIbHBIX HAITOMHHAST
0obHBIX ¢ cuHapoMoM Mapdana (puc. 19). CkeneTHble aHOMATMH BKITIOYAIOT
BOPOHKOOOPA3HYIO MM KHJICBUIIHYIO Je(hOpPMAITAIO TPYIHOW KIICTKH, CKOJIHO3,
k103, BATLIYCHYIO JIeOpMAIIHIO KOJICHHBIX CYCTaBOB, TMOJIYIO CTOITY, H3MEHE-
HHe (DOPMBI U PACTIONIOKEHHS 3y0OB, a TAKKE OCTEOIOPO3, CKIIOHHOCTh K TIepe-
JIOMaM, HHOT/Ia OTPaHIMYCHHUE ITOIBFYKHOCTH CYCTaBOB.
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Puc. 19. Culchbl ¢ TOMOLIMCTUHYPUEIA.

Y yactu OGOJBHBIX UMEETCs] TIOJBBIBUX XPYyCTalINKa, HHOTAA COMPO-
BOXKTAFOIIUICS MHOTIEH, aTpodueii 3pATETLHOTO HEPBa, OTCIOMKON CeT-
YaTKH U TyIaykomoil. Hepeaku TpoMO03bl KOPOHAPHBIX, COHHBIX, TOUEUHBIX
apTepui, TeHepaJIu30BaHHbBIN BEHO3HBIN TPOMOO3, MPUBOIAIINE K apTepu-
QIbHOW TUTIEPTEH3WHU, TeMUIUIETMH W paHHEH cMepTH. Y 2/3 HeledeHbIX
OOJBHBIX OTMEYAETCSL YMCTBEHHASI OTCTAJIOCTh PA3IMYHON CTETICHHU.

Tun nacneooéanus’. ayToCOMHO-PELIECCUBHBIN.

FOHAJA JUCT'EHE3USA, XX TUII

Knunuueckaa xapakmepucmuxa. HapyxHble TOJIOBBIE OpTraHbI
c(hOPMHUPOBAHEI 110 KEHCKOMY THITY, a MOJIOBBIC KEJIe3bl UMEIOT TSKCBHU]I-
Hyl0 (dopmy. I[IpousBomHBIE MIOIEPOBBIX MPOTOKOB HEIOPA3BUTHI
B GonbIIMHCTBE CiTydaeB TENOCIOKEHNE HOpMalbHOE, BTOPUYHBIC MTPU3HA-
KH Hesopa3BUThI (puc. 20), HO UHOTIAa UMEIOTCS MPU3HAKU CUHApoMa Tep-
HEpa, Ha OCHOBAaHMM 4YEr0 MOXKHO TIPEIIojiaraTb B JTHX CIIyYasx
45,X/46,XX mMo3aunu3M. YPOBEHb 3CTPOT€HOB CHUXKEH, a (HOJUTUKYIOCTH-
MYJTUPYIOLIETO U JIIOTEHHU3UPYIOIIEr0 TOPMOHOB — MOBBIIIEH. Bee 6011b-
HbIE OECIIIOTHBI.

Tun nacnedosanusn’. ayTOCOMHO-PEIIECCUBHBII.
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Puc. 20. lucrenesust ronan, XX tun. Henopa3zsutre BTOPUUHBIX
MOJIOBBIX MPU3HAKOB.

TOHAJl JUCT'EHE3USI, XY TUII
(cungpom Caepa)

Kaunuueckan xapakmepucmuxa. OOHapyXKUBaIOT IBYCTOPOHHUE
TSOKEBUIHBIC TOHAJBI, MATKy U MaTO4YHble TPyObl. HapyHbIe TOJIOBBIC
opransl c(pOpMHUPOBAHBI MO )KEHCKOMY THUITY, HO HEAOPa3BUTHI, BTOPHUY-
HBIE IT0JIOBBIC MPU3HAKK Cl1a00 BhIpakeHbl (puc. 21), MEHCTpyaluu OT-
CYTCTBYIOT. MaTka u MaTo4yHble TpyObl HEAOPA3BUTHI. Y POBEHb ICTPOT €-
HOB M TECTOCTEpOHA CHIDKEH, & YPOBEHb T'OHAIOTPONUHOB ITOBHIIICH.
B 20-30% cnydaeB oTmeuaeTcs nepepoxiaeHue HeaudPepeHunpoBaH-
HBIX 3a4aTKOB T'OHAJ C pa3BUTHEM roHagoOidacTombl. Bece 6onbHbIE Oec-
TUTOHBI.
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Tun nacneoosanusn. X-CuerieHHbIN PELIECCUBHBIM.

Puc. 21. lucrene3usi ronam, XY Tumn. YMepeHHasi THHEKOMACTHSI
Y HEJIOPA3BUTHE MOJIOBBIX PU3HAKOB

JAYHA CUHAPOM
(Tpucomus no xpomocome 21)

CHHZIpOM TIOJIy4YHJI Ha3BaHHWE B 4YECThb aHTIUHCKoro Bpada J[koHa
Hayna, BrepBbie onucaBmero ero B 1866 roxy. CBsi3b MEXIAY NPOUCXOXK-
JICHUEM BPO>KIECHHOTO CHHJIpOMAa U MU3MEHEHHEM KOJUYECTBA XPOMOCOM
ObLIa BbIsIBJIEHA TOJBKO B 1959 rony dpaniry3ckum renetukoM JKepomom
Jlexxenom. IlepBoiii MexayHapoaHbIN 1€Hb Y€JIOBEKa ¢ CUHAPOMOM JlayHa
ob11 TIpoBenieH 21 mapta 2006 rona. [lens u mecsiy ObLTH BEIOPAHBI B COOT-
BETCTBHM C HOMEPOM Iapbl U KOJMYECTBOM XPOMOCOM.

Knunuueckasa xapaxmepucmuxa. Cunopom Jayna (Tpucomusi 1O
XpoMocoMme 21) — BpOXKJIEHHOE HAPYIIEHHE Pa3BUTHsI, MPOSBISAIOLIEECS B
YMCTBEHHON OTCTaJIOCTH, HAPYIIEHUU POCTa KOCTEH U APYTruX (HU3HUECKUX
aHOMaJMsIX. DTO OJHA U3 HauboJjee pacpoCTpaHEHHBIX (OPM YMCTBEHHOM
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OTCTaJIOCTH; €10 cTpajaer npuMepHo 10% OOJbHBIX, MOCTYNAIOIIUX B TICHU-
xuaTpuueckue edeOHuibl. Jjis 60NbHBIX ¢ cuHIpoMoM [layHa XapakTtep-
HO COXpaHEHUE (PU3UYECKHX YepT, CBOMCTBEHHBIX paHHEH CTaauu pa3BU-
TUS TUI0Ja, B TOM YHCJE Y3KHMX PACKOCBHIX TJia3, MPUAAIOIIMX OOJbHBIM
BHEIIIHEE CXOJICTBO C JIIOAbMU MOHTOJOMJIHON pachl, YTO a0 OCHOBAaHUE
. Jlayny Ha3BaThb qaHHOE 3a00JIeBaHHE «MOHTOJIU3MOMY». Y OOJBHBIX C
cuHapoMoM JlayHa BBISBIAIOTCA W JIPYTHE XapaKTepHbIC MPU3HAKU: Ma-
JIEHbKAsl OKpyTJjasi roJIOBa, rIaJKas BIaXKHAs OTEUYHAsl KOXKa, CyX1e MCTOH-
YEHHBIE BOJIOCHI, MAJICHBKHE OKPYTJIbIE YIIIU, MaJICHbKUN HOC, TOJICTHIE I'y-
Obl, MoTepeyHble OOPO3JIKU Ha A3bIKE, KOTOPBIN 3a4acTyl0 BBICYHYT Hapy-
Ky, TaK KaK He IMOMeIIaeTcs B moyoctu pra (puc. 22, a, 6, B, r). ITambIbl
KOPOTKHE U TOJICThIC, MU3WHEI] CPAaBHUTEILHO MaJl W OOBIYHO 3arHyT BO-
BHYTpb. PaccTosiHMe MeXIy MEpBbIM M BTOPHIM HalblldMA HA KUCTAX H
cTomnax yBeJIn4eHO. KOHEUHOCTH KOPOTKHUE, pOCT 3HAYUTEIBHO HHMXKE HOP-
Mbl. [losoBBIE MpU3HAKKU PA3BUTHI Cl1a00, U B OOJBIIMHCTBE CIy4YaeB CIIO-
COOHOCTB K PENPOAYKLIUN OTCYTCTBYET.

NuTemnekT 00IbHBIX OOBIYHO CHMXKEH /10 YPOBHS YMEPEHHON yMCT-
BeHHOU otcrajoctu. Koaddunment unTemiekryasbHoro pasputus (1Q)
koseoserca Mexay 20 u 49, XoTs B OTAENBHBIX CITydasX MOKET ObITh BbI-
e WM HWKE 3TUX MpenenoB. Jlaxke y B3pOCHbIX OOJBHBIX YMCTBEHHOE
pa3BUTHE HE MPEBBIIIAECT YPOBEHb HOPMAJIBHOTO CEMUIIETHETO pEOEHKA.

B xauecTBe BO3MOXKHBIX TPUUMH CHHIpoMa J[ayHa paccMaTpUBaIuCh
MHOTHE (DAKTOpBI, HO B HACTOSAIIEC BPEMS TBEPAO YCTAHOBIIEHO, YTO B OC-
HOBE €r0 JIEKUT aHOMAJIHSI XPOMOCOM: JIULIA, CTPAAAIOUIME ITUM PACCTPOM-
CTBOM, UMEIOT 47 XpOMOCOM BMECTO HOpPMaJIbHBIX 46. JlomosHUTEIbHAS
XpPOMOCOMA SIBJIAETCSl PE3YJbTaTOM HAPYILIEHHOTO CO3PEBAHUS IMOJOBBIX
KJIETOK.

BeposiTHOCTh pokaieHus 001bHOTO peOEHKA PacTeT C YBEIMYECHUEM
BO3pacTa MaTepu, MPUYeM TeM ObICTpee, 4eM OoHa cTapiie. Yuciao aereit ¢
TUM CHHJIPOMOM, MOSIBUBIIMXCS Yy Marepeil mociie 35 JeT, 3HAYUTENIbHO
BhINIIE, YeM y 0oiee Monoasix. [1o 3Toi mpuurHE Bpauyd 4acTO COBETYIOT
OyIyIIuM ‘MatepsiM, 4ei Bo3pacT IpeBbiaeT 35 jer, mpuOerHyTh K aM-
HUOIIEHTE3Y, T.€. IPOLEaype MOIydeHUs: 00pa3iia OKOJOIIOAHBIX BOJ IJIs
aHaIM3a XpOMOCOMHOI'O COCTaBa KJIETOK. DTO J1a€T BO3MOKHOCTh IIPEPBaTh
OCpPEMEHHOCTD, YTPOXKAIOIIYI0 POXKACHHEM OoJibHOro pebenka. OmHaKo
CUHApPOM JlayHa HENb3sl CYUTATh HACIEACTBEHHBIM 3a00J€BaHUEM, TaK Kak
Py HEM HE MPOUCXOJUT Tepenadu AedeKTHOTO T'eHa U3 MOKOJEHUs B MO-
KOJIGHHE, a PACCTPOMCTBO BO3HUKAET HA YPOBHE PEHNPOAYKTUBHOTO MpPO-
necca.

Honynayuonunaa wacmoma — 1:500-1:600.

Coomnowenue nonoe —M1:X1.

32



B Tr

Puc.22. a, 6, B — 60sibHBIE cCUHAPOMOM JlayHa; T — KIMHOIAKTHIIHS.

MHOJA TPAHCIIOPTA JEDEKT
(BpOKIEHHDBIN THIIOTHPEO3)

Knunuueckana xapakmepucmuka. Jletn pe3K0O OTCTalOT B IICUXOMO-
TOPHOM Pa3BUTHH, UMEIOT HU3KHUM TOJ0C, XapaKTEePHbIA BHEIIHUI BT (KO-

POTKasA 1ICs, IIII/IpOKI/Iﬁ HOC, Y3KHEC I''Ia3HBIC IICTIH, OTCYHBIC BCKH, ITOJIYOT-
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KPBITBIA pOT, Makporioccus (puc. 23), cyxas Koxka, peikue Boyoch). OT-
MEYaloTCs 3aropbl, MyMOYHbIE TPHDKH, OTCTaBaHHE KOCTHOTO BO3pacTa.
[[utoBUIHAA *Kese3a YBEIUMUEHA C POKICHUS.

Tun nacnedosanuus: ayToCOMHO-PEIIECCUBHBIM.

Puc. 23. [Ipu3Haku BpOKJICHHOTO TUIIOTHPEO3a MpH AeheKTe
TpaHcnopTa Hoja.

KAPJINKOBOCTbD JIAPOHA

Knunuueckaa xapaxmepucmuka. JleTn poOXIAlOTCS C HE3HAYH-
TEJIHHO CHUKEHHOW JUTMHOW TeJIa U HOPMaJIbHBIM BECOM; MPOMOPIIMOHAIb-
HOE OTCTaBaHHUE B POCTE HAYMHAETCS B paHHEM JeTcTBe. OTMEHaroTcs uc-
HPOMOPITHS  YEPETTHO-TTUIIEBOTO CKEJIeTa 3a CUET TUIOIIa3Uud BEpPXHEH U
HIDKHEH Y4eITIOCTH, CeUTOBHAHBIN HOC (puc. 24 a, 0). Kuctu u cTomsl oTHO-
cuTenpbHO HeOousbimme. OnucaHbl XPYMKOCTh, TUCTPOPHUS U TPEKICBpE-
MEHHOE€ pa3zpylleHue 3y0oB. BoJjiocel penkue, pacTyT MEIJIEHHO. Xapak-
TEPHBI TYYHOCTh, BBICOKHU TOJIOC, 3aJepKKa IOJIOBOTO CO3PEBAHUS, MEII-
JICHHOE Pa3BUTHE MOTOPHBIX (YHKIUHA W HECOOTBETCTBHE KOCTHOTO BO3-
pacTa macrnopTHOMY. Y MCTBEHHOE Pa3BUTHE OOBIYHO HOPMAJIBHOE.

Tun nacnedosanusn:. ayToCOMHO-PEIIECCUBHBIH.
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Puc. 24. KapnukoBocTs Jlapona. Buentanit Bug 601pHOT0. CeMTOBUTHBIN
HOC, TUIIOIUIA31sI BEPXHEU M HUKHEN YEITIOCTEN.

KAPJIMKOBOCTBITAHTUITIOIIUTYUTAPHASA

Knunuueckasa xapakmepucmuka. TUIUYHBl OTCTaBaHUE B POCTE,
OKMPEHUE, BBICOKHMIL F0JIOC, MATKAask MOPIIMHKUCTAS KOXKA U «IAETCKOE) JIULO
(puc. 25). 3agepikka pocTa MOSBISCTCS B BO3pacTe 6 MECSIIECB; Y B3POCIIBIX
COXpaHSIOTCS HPOMOPIIMK TeJa, CBOMCTBEHHbIE PeOEHKY, — OTHOCUTEIHLHO
JUIMHHOE TYJOBUIIE U KOPOTKHE HOTU. BTOpUYHbIE MMOJI0BBIE MPU3HAKU OT-
CYTCTBYIOT. Y JKCHIIMH HaOJt0/1aeTCs MEepBUYHASI aMEHOPEsl, Y MYXYUH —
TUIIOTUIA3MSI IMYEK 1 MOJIOBOTO WieHa. KOCTHBINM BO3pacT pe3KO OTCTAET OT
MacnopTHOro. OTMeuaroTCsl MOBBIMIEHHAS YYBCTBUTEIBHOCTh K MHCYJIHMHY,
CKJIOHHOCTb K TUTOTIIMKEMHH, CHIKeHne nunonu3a. Jedunur ropmona pocra
MOJKET COIMPOBOXKIATHCSA ACPUIMTOM JIPYTHUX TOPMOHOB runodusa — roHa-
norporiHoB, AKTI' n TTI', 4ro BiauseTr Ha KIMHUYECKYIO KapTuHY. Tax,
nedunut TTT npuBoaUT K CHIDKEHHIO pedIeKCOB, OCHOBHOIO 0OMEHa U K
smupU3apHON AUCTUIA3UH.

Tun nacnedosanus. ayTOCOMHO-PELUECCUBHBIN MU X-CIEIJICHHBIN
PELIECCUBHBIMN.
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Puc. 25. BonpHOI ¢ MTaHTUMIONUTYUTAPHON KapIMKOBOCTHIO (HU3KHUI POCT,
OKUPEHHE, TUITOT€HUTAIM3M, XapAKTEPHOE JIULIO).
Psanom — 310poBbIi PEOEHOK TORO KE BO3pacTa.

KHUCTA BOJIE3Hb
(MeTaTponHasi IMCILIA3HSA)

3abosieBanue onucano B 1952 r. W. Kniest.

Knunuueckan xapakmepucmuka. TunryHa HENPONOPLHUOHAIIbHAS
KapauKoBOCTh. C pOXKJIEHUS OTMEUAIOTCSl YKOpOUYeHHe U JedopMalus Ko-
HEYHOCTEH, TYromoABHUKHOCTh CyCcTaBOB. KOHEUHOCTH YKOPOYEHBI 3a CYET
POKCUMAMBHBIX OTIEeN0B (puc. 26). nuHHbIE TpyOUaThle KOCTH YKOpOYe-
Hbl U VICKPUBJIEHbI, CyCTaBbl yBEJINYEHbl. OrpaHUYEHUE MOABHKHOCTHU CyC-
TaBOB HPUBOAUT K KOHTpakTypaM. Ilanbupl KUCTEH NIMHHBIE, ABMKEHUS B
CyCTaBaX HaJIbLIEB OTPAHUYEHBI, OOJIbHBIE HE MOT'YT C)KaTh KHUCTh B KyJlak. B
pe3ynpTaTe JUCIPONOPLUOHATIBHOIO YKOPOUYEHHS TYJIOBHILA Pa3BUBAIOTCS
HNOSCHUYHBIN TUIEPIOPA03 U KU(OCKOIMOo3. [[eT mo3aHO HayMHAKT XO-
JUTHh ¥ UCHBITHIBAIOT TPYAHOCTH IpU XoapOe. Berpedaercss kocomanocTs.
JIM1o miIockoe ¢ BBIMYKIIBIMH, HIMPOKO PACCTABICHHBIMHU IJIa3aMHU, YIUIO-
HICHHOM mepeHoculiell U 00abpuM pToM. OTMEUaeTcsi MHUOIUS BBICOKOM
CTENEHU, HEPEJIKO COYETArIascs ¢ OTCIOKoi ceryaTku. B 50% ciyyaes
HaOmo1aeTcs pacmiennaa HEOA; YacTo pa3BUBAETCS MPOBOAIIAS U HEHPO-
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CceHCOpHas TiyXxoTa. Hepeaku myrnoyHble U MaxoBble TPbDKU. MOTOpHOE U
peyeBoe pa3BUTHE MOXKET OBITh 3aMEIJICHO, HHTEIJICKT OOBIYHO COXPAHEH.
Coommnowenue nonoe — M1:XK1.
Tun nacnedosanus. PEaNOIOKUTEILHO AyTOCOMHO-IOMUHAHTHBIN.

Puc. 26. bonesns Knncra. YkopoueHue TyIOBHUIIA U TPOKCUMAIBHBIX OT-
JI€JI0B KOHEYHOCTEH.

KOXA BAJIAA

Kaunuueckaa xapakmepucmuxa. Koxxa cBUCaeT KpyIHbIMHU CKJIa-
KaMH, TTOBEPXHOCTh €€ rpy0as, cierka murmeHTupoBaHHas. [logkoxHas
AKHUPOBas KJIETYATKA MPAKTUIECKH OTCYTCTBYET. VI3MEHEHHSI KOKU OOBIYHO
MPOSIBIISIFOTCS ¢ poXKAeHUs (puc. 27, a, 0) Wik B paHHEM JCTCTBE U MOTYT
nporpeccupoBath (puc. 27, B, T). BcTpeuarores anHoManuu cepina, Mpu-
3eMa JIeTKHX, JUBEPTUKYJBI KUIICUHUKA U KEITYyAKA, TPHDKH, BHITIAICHUE
IPSIMOM KUMKW U BJIaraJiviia, c1aboCTh TOJIOCOBBIX CBSI30K.
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Tun Hacnedosanus. CymecTBYIOT (QOpMBI ¢ ayTOCOMHO-
JOMHUHAHTHBIM, ayTOCOMHO-PEIIECCUBHBIM M X-CIICTUICHHBIM PEIIeCCUBHBIM
TUTIAMH HACJICIOBAHMSI.

Puc. 27. CuHIpoM BsUTON KOXKH:
a, 0 — HOBOPOJKJIEHHBIN; B — O0JIbHAS 6 J1eT; T — OonbHas 13 ner.

KOKKEVMHA CUH/IPOM

Briepsrie onucan B 1946 1. E. Cockayne.

Knunuueckaa xapakmepucmuka. 1Ipun poxxaeHnn macca Tenaa HOP-
MaJibHasl, B JaJlbHEHIIIEM HaAOII0JIal0TCs OTCTaBaHUE B Macce W pocTe, atT-
podust TOAKOXKHOM KUPOBON KJIETUATKH, B PE3YJIbTATE YETrO KOXKa CTaHO-
BUTCS CyXOU, TOHKOM, psi0oii. I'1a3a 3amaBiiue, JUI0 CTapueCKoe, y3KOe,
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HOC TOHKHI{; OTMEYaroTCsl MporHaTusM (puc. 28, a), BBICOKOE apKOBHJIHOE
HE0O0, MHOKECTBEHHBIN Kapuec. Y 65% O0oJbHbIX 0OHApYKUBAETCS MATO-
JIOTHUS 3pEHHUS: MMITMEHTHAs JEeTeHEepalusl CETYaTKU (MHOXKECTBEHHBIE Yep-
HbIE ¥ OeJible TOYKH Ha TJIA3HOM JIHE), aTpo(dus 3pUTEIIbHBIX HEPBOB, TUII0-
IUIa3usl CETYaTKH, IIOMYTHEHHE DPOTOBHUIIbI, KaTapakTa, KOCOIJIa3ue, HHC-
TarM. Y 2/3 OONBHBIX OTMEYAeTCs CHI)KCHHE CIyXa BIUIOTH JO TIYXOTHI.
[TorooTnenenrue CHMKEHO, BOJIOCHI PEKHE, KOHEUHOCTH XOJOJHBIC, HHa-
HoTUyHbIe. OOHApYKUBAETCA PAJ aHOMAIUN OMOPHO-IABUTATEIHHOTO: all-
napara: KOHEYHOCTH HENPONOPIUOHATIBHO JIIMHHBIE, C OONBIIUMU KHUCTSI-
MU U CTONIaMH; Cru0aTeNbHbIe AeOopMaIliK CyCTaBOB, KU(O3, KUICBUIHAS
rpyaHas kietka (puc. 28, 6). PeHTreHonornuecky BhISBISIOTCS YTOIIICHUE
KOCTEH uepena v yMEHBIICHUE €ro pa3MepoB (MUKPOKPaHUS), YBEJIUUCHHE
NepeHe3aJHET0 pa3Mepa IMO3BOHKOB, YAJIMHEHHE AUA(PU30B UIMHHBIX
TpyOuaThiX KocTel. KilmHu4yeckn BayKHbIN NMPU3HAK — HATUYUE HEBPOJIOTHU-
YEeCKOW CUMITOMATHKHU (IIPOrPEeCCUPYIOLINE MO3KEUKOBBIE PacCTPOICTBa,
TPEMOp, TUIEPKUHE3bl, aHOpPEKCHs). BoibHbIE ‘OTCTAlOT B NMCUXUYECKOM
pa3BUTHU. Y MaJbYUKOB OTMEYAIOTCS KPUIITOPXHU3M U TUIOIIIA3Us SUYCK.
Tun nacnedosanusn’. ayToCOMHO-PELECCUBHBIM.

Puc. 28. Cunapom KokkeitHa:
a — cTapyecKoe JIUIIO, 3aMaBIlye ria3a, IPporHaTu3M; 6 — 00JIbHbIE CHOCHI.
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KOJIOBOMBbBI PAIYKKH, COCYJIUCTOMN OBOJIOYKH
N CETYATKHA

Knunuueckaa xapaxmepucmuka. KonoO6ombl Tiaza ObIBaIOT 4Yac-
TUYHBIC U TMOJHbIC. Ha rma3HOM /HE BBISBISIETCS CETMEHTApHOE OTCYTCT-
BHE COCYIUCTOM OOOJIOYKM M CETYATKU C BBIMAJCHUEM MOJEH 3peHus
(B BUE CKOTOM), B HEKOTOPBIX CIy4YasiX BO3MOXKHbBI KOJIOOOMBI 3pUTEIIBHO-
ro HepBa. XapaKTEpHbI CHUKEHUE OCTPOTHI 3PEHHSI, KOCOTJIa31e, HUCTArM.
[Tpu mopaskeHuu 3pUTENLHOTO HEpBa popMupyeTcs 3aauss kucra. [lpu uc-
CJIEIOBAaHUM C MOMOIIBIO IIEJIEBOM JaMITbl XOPOIIO BUIHBI KOJIOOOMBI pa-
nyxku (puc. 29), xpycranuka. KomoOOMBI Tiaza cOYETalTCcs ¢ MHKPO-
¢dTanbMuel, MUONKMEH BBICOKON CTENEHHU, IOMYTHEHUEM XpyCTajuka, aT-
podueit 3puTenbHOrO HEpBa.

Tun nacnedosanusn. ayToCOMHO-JTOMAHAHTHBIN.

Puc. 29. JleBocTOpOHHSS KOTOOOMa PaTyKKH.

KOPHEJIMH AE JIAHI'E CHHAPOM

Brepesie onucan B 1933 r. C. de Lange.

Knunuyeckaa xapakmepucmuxa. HalGmonatorcss nedpopMupoBaH-
HbI€ YIIHBIE DPAKOBHMHBI, TOHKHE OpOBH, JJIMHHBIC 3arHYThl€ PECHUIIbI
(100%) (puc. 30, a, 6, B), MaJIEHbKHI HOC C OTKPBITBIMHU BIIEPE] HO3APSMH
(100%), aTpe3unsi xoaH, TOHKasi BepxHss ryda, poT B BUIE MOJIyMECsIla,
MO3[HEE TpOpe3bIBaHue 3y0O0B, OOJBIIME MPOMEKYTKH MEXIYy 3yOamu
(86%), nHorna — pacmienuHa HEOA. OnucaHbl aHOMAJIUU TJla3 — MUOIIUS,
acTUrMaTusM, arpodus wim KojioOoma 3pUTEILHOTO HEPBa, KOCOTIA3He.
K XapakTepHbIM TOpOKaM KOHEYHOCTEH OTHOCATCS OTPAaHUUYEHHUE TTOABHK-
HOCTHU JIOKTEBBIX CYCTaBOB, (POKOMENHS M onuromakTiivs. Habmomatorces
TUINEPTPUX03, MpaMOpHasi KOxKa, TUIOIIA3Us COCKOB. Y BCeX OOJIbHBIX OT-
MEYaroTCsl OTCTaBaHUE B POCTE, TITyOOKas 3aJepKKa YMCTBEHHOI'O pa3BH-
THUS, MBIIICYHBIN TUNEpTOHYC, Y 74% — cnalwblif BeicOKUil ronoc, y 20% —
cynoporu. OnucaHbl MOPOKH BHYTPEHHUX OPTraHOB: BPOXKICHHBIE MOPOKHU
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Cepala, B OTIACIBHBIX CIIyYasX — MOJMKHUCTO3 MOYEK, YABOCHUE WU He-
MOJIHBIN MOBOPOT KHUIIEYHUKA, MTAXOBble W AuadparMalibHbIe TPbIKU. Bbi-
JIEJISIIOT JIBa BapUaHTa CUHJIpOMa: TIEPBBIN (KJIIACCUUECKHI) XapaKTepu3yeT-
Cs BBIPOXXECHHOM NPEHATAIBHOM TUIOIUIA3UEH, 3HAUYUTEIBHON 3a1EPKKON
(bU3MYEeCKOro U YMCTBEHHOTO Pa3BUTHSL U TPyObIMH MOPOKAMH Pa3BUTHSL.
BTtopoii (100pokadecTBeHHBIN) COMPOBOKIACTCS aHATOTUIHBIMU JIUTICBBI-
MH M MQJIBIMM CKEJIETHBIMH AHOMAIMSIMH, 3aJICPKKON MCUXOMOTOPHOTO
pa3BUTHSA; KPYITHBIE IOPOKU Pa3BUTHSI OTCYTCTBYIOT.

Puc. 30. Cunapom Kopuenuu ne Jlanre: a, 6 — BHEITHUIN BUJ OOIBHBIX,
B — OJINTOJTAKTHIINS.

Honynauyuonnaa vacmoma — 1:12000.
Tun nacnedoeanus HeU3BECTEH. Y HEKOTOPBIX OONBHBIX OOHapyXe-
Hbl MUKPOCTPYKTYPHBIE XPOMOCOMHBIE TIEPECTPOUKHU.

«KOIIAYBEI'O I'JIA3A» CUHAPOM

Knunuueckasa xapakxmepucmuka. Konoboma pagyXKu OOBIYHO
nByctoponHsis (puc. 31), kosioboMa cocyaucTol 000JI0UKH HHOTIA COYeTa-
ercst ¢ MuKpodTambmueil. XapakTepHO JHIO: 3amaBllas I[EepeHOCUIIa
(puc. 31), aHTUMOHTOJIOM/THBII pa3pe3 riia3 U MUKporHarus. Jedopmaruu
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YIIHBIX PaKOBUH YaCTO COYETAIOTCS C KOKHBIMHM BBIPOCTAMH, SIMOYKAMU
win puctynamu. OTMeUaroTCs aHOMAIMK MOYEK U MOYEBBIX IyTEH: areHe-
3usl, TUAPOHEDPO3, MOAKOBOOOpa3Has nmouka. OnucaHbl aHOManuu pedep,
IIOJIyTIO3BOHKM U BBIBUX Oenpa. CepaeuyHO-COCYIUCTbIE aHOMAIMM BKIIIO-
YaroT A€(PEKTHI IEPETOPOAKH U JETOUHBIX BEH. Y 2/3 OONbHBIX OTMEYAETCS
YMCTBEHHAsI OTCTAJIOCTb.

Tun nacnedosanus Hens3BecTeH. B HEKOTOPHIX ciydasx oOHapysKe-
Hbl MUKPOCTPYKTYPHBIE IEPECTPOMKHU 22-i1 XPOMOCOMBI.

Puc. 31. l'uneprenopusm, SHUKAHT, IBYCTOPOHHSIA KOJI0OOMa payKKu
P CHHAPOME «KOIIAubEero Tiazay.

«KOIMAYBEI'O KPUKA» CUHIAPOM
(cuaapom Jlexkena)

Onucan /x. JIexxeHom B 1963 1.

Knunuueckana xapakmepucmuka. CUHIPOM «KOIIIAYbETO KPUKa» —
YaCTUYHAsE MOHOCOMMUSI 110 KOPOTKOMY IIedy XpoMOCOMBI 5 (5p-). ¥V nereit
C JAHHOM XPOMOCOMHOM aHOMAaJIMeH OTMEYaeTCs HeOOBIUHBIN IJ1a4, HAMo-
MUHAIOIINIA TPeOOBATEIHLHOE KOIIauybe MSyKaHbe WU KpHK. [1o 3Toi mpu-
YUHE CUHAPOM BHayajie Tak M ObUT Ha3BaH — CHHAPOM «KOIIIAYhEro KPUKay.

«Komaunit kpuk» 00yCIOBIICH W3MEHEHHEM TOPTAHH: CYKEHUEM, MSATKO-
CTBIO XpSIIeH, YMEHBIIICHHEM HAArOpTaHHHKA, HEOOBIYHOW CKJIQA4aTOCTHIO
CIM3UCTOM 000J10uKH. [TpakTHiyecky y Bcex OOJIbHBIX UMEIOTCS U3MEHEHUS MO3-
TOBOTO Yepera M JIIa: JTyHOOOpa3HOe JIMIIO0, MUKpOIe(hais, THIIEPTEIOPU3M,
MUKPOT€HUSI, STIMKAHT, aHTUMOHTOJIOMIHBIA pa3pe3 IJia3, BhICOKOe HEDO, IIo-
CKasl CIIMHKA HOCA. YIIIHbIC PAaKOBHUHBI J1e(hOPMUPOBAHBI U HU3KO PACIOI0KEHBI
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(puc. 32). Kpome Toro, BCTpedaroTCsi BPOXKICHHBIC ITOPOKK Cepilia U HEKOTO-
PBIX APYTrUX BHYTPEHHHUX OPraHOB, M3MEHEHHS KOCTHO-MBIIIEYHON CHUCTEMBI
(CMHIAKTWINS CTOM, KIMHONAKTWIMA V Taniblia KUCTH, Koconanoctb). [ls
OOJILHBIX XapaKTEePHBI MbIIIIEYHAS TUTIOTOHMSI.

BrIpakeHHOCTh KJIMHUYECKOW KapTUHBI B LEJIOM U OTIEIbHBIX MpPU-
3HAKOB MEHSETCS C BO3PACTOM. TaK, «KOIIa4ui KPUK», MBIIICYHAs TUIIO-
TOHMSI, JIYHOOOpA3HOE JIMIIO0 C BO3PACTOM HCYE3AIOT MOYTU MOIHOCTHIO, a
MUKporiedanus BBIABIACTCS 00jiee OTYETIIMBO, MPOTPECCUPYET TMCHXOMO-
TOPHOE HEJIOPa3BUTHE, 3aMETHEE MpPOSIBISIETCS Kocoriasue: lIpomoinku-
TEJIBLHOCTH JKU3HU OOJIBHBIX C CHHAPOMOM Sp- 3aBUCHUT OT TSKECTH BPOXK-
JIEHHBIX MOPOKOB BHYTPEHHHMX OpPraHoOB (OCOOEHHO cepAlla), BBIPAKEHHO-
CTU KJIMHUYECKOW KapTUHBI B LIEJIOM, YPOBHS MEIUIIMHCKON MOMOIIH U T10-
BCEJIHEBHOW >KM3HU. BOJBIIMHCTBO OOJBHBIX YMHUPAIOT B IEPBHIC TOJbI,
okoiio 10% OonbHBIX nocTuraoT 10-metTHero Bo3pacta. IMeroTcs equHny-
HBIC OIMCcaHus O0JIbHBIX B Bo3pacTe 50 JieT u crapiiie.

Puc. 32. CunnpoM «komaybero Kpukay».

KPAHUO-KAPIIO-TAP3AJIBHASA TUCIIJIA3UA
(cHHAPOM «CBHCTSIIIETO JIHIIA»)

3a6oneBanue onucano B 1938 r. E. Freeman u J. Sheldon.

Knunuueckas xapaxkmepucmuxa. OCHOBHBIC TIPU3HAKH CHHIPOMA —
ne(EeKThl CTPOCHHUS JIMIIA U CKEJICTHO-MBIIIIEYHON CHCTEMbI. AHOMAJIHU -
1a: SHO(TaIbM, CXOAIIEecsl KOCOTIa3ue, MaJeHbKHI HOC ¢ Y3KMMH HOCO-
BBIMH XOJIaMH, MaJleHbKas BEPXHssl I'y0a, JBe BEPTHKAIbHBIE OOPO3IKU
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Ha Tnondopoake, Mukporenus. IlepeuucieHHble H3MEHEHUS MPHUAAIOT
OO0JLHOMY XapaKTEpPHBIN BUJ «CBUCTAILIETO yenoBeka» (puc. 33, a). HEGo
BBICOKOE, SI3bIK MaJCHbKH. AHOMAJIUM CKEJIETa: CKOJIMO3, BHIBUXU Ta30-
OelpEHHBIX CYCTaBOB, MHO>KECTBEHHbIC CTHOATENbHBIE KOHTPAKTYPHI
KPYIHBIX CYCTaBOB, KAMIITOAAKTUIINS, BBICOKUN CBOJ CTOIbBI, KOCOJIANOCTh
(puc. 33, 0, B). [lopoku pa3BuUTHS BHYTPEHHHX OPTaHOB HE XapaKTEPHBHI.
YMCTBEHHOE pa3BUTHE OOBIYHO HOPMAJILHOE, POCT HEMHOTO HIKE HOPMEI.
[TpomomKUTETEHOCTD )KU3HU HE N3MECHEHA.

Tun nacnedosanua. ayTOCOMHO-IOMHUHAHTHBIN. IIpeanonaraercs
CYIIIECTBOBaHHE ayTOCOMHO-PELIECCUBHBIX (OPM.

Puc. 33. Kpanno-kapmno-tap3aibHas TUCIIIa3Ms.
a — 00abpHOM | Toga; 6 — 60bHOI 20 NeT (BBIpaKEHHBINM KU(POCKOIHO3,
naedopMaliis CTomn); B — yIbHapHas ACBUAINS KUCTEH OOIBHOTO.

KCEPOJAEPMA IIUI'MEHTHAS

Knunuueckana xapaxmepucmuka. 3a001eBaHUE TPOSIBISIETCS TOBBI-
IIEHHOM YyBCTBUTEIBHOCTBIO KOXKU K YJIBTPa(UOIETOBBIM JydyaM U CBETOOO-
s3HBI0. Ha OTKPBITHIX yuacTKax Tella pa3BUBAIOTCS aTpousi KOXKH, TUIIEPIIUT -
MEHTAllUsI THTA BECHYIIEK WM JICHTHIO, KepaTo3, aHrHoMbl  (puc. 34).
B nmanbHeneM Ha NOPaKEHHBIX MECTaX BO3HMKAIOT HEOIIACTUYECKUE M3MeE-
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HeHus (0a3anbHO-KIIETOUHAs KapliMHOMa, MeJlaHOMa). Yailie BCero nopaxaror-
cst ryObl. Pa3BuBaroTCsl KEpaTUThI U PYOLIbI POTOBHIIBI, 37I0KAYECTBEHHBIE OITY-
XOJIM KOHBIOHKTHMBBI U BEK. XapakTepHbl aHOMaIMK 3y0oB. [lepBuuHbIi ne-
¢exr — Hapyuienue TeMHoBoM pernapamu JJHK. ¥V HOBOpoXkeHHBIX 3a00i1e-
BaHUE TPOSABISIETCA CBETOOOSI3HBIO. KOXKHBIE M3MEHEHUs MOSBIIOTCA K 3—
4 rogaM, MPOAOIDKUTENBHOCTD KU3HU — MeHee 20 JeT.

Tun Hnacnedoéanua. ayTOCOMHO-IOMHHAHTHBIM M ayTOCOMHO-
peueccuBHbIA. [Io cMOCOOHOCTH K KOMIUIEMEHTALIMK BBIACIAIOT 9 MONEKY-
JSIpHBIX (OPM MUTMEHTHOM KCepoAepMBbl. Psii TeHOB MUTMEHTHON Kcepo-
JIepMBI JIOKaNU30BaHbl B 1, 2, 9 u 19 xpomocomax.

Puc. 34. [lurmenTHas KcepoaepMma.

JUITOANCTPO®US TOTAJIBHASA BPOXKIEHHASA

3aboneBanue onucano B 1946 r. R. Laurence.

Kaunuueckas xapakmepucmuxa. 3a001eBaHue TPOSBISETCS C PO-
XKICHUSA. TUTTMYHBI TeHEpaTN30BaHHOE OTCYTCTBUE MOAKOKHOTO YKHPOBOTO
cios (puc. 35, a), BBICTYIAIOIIME BEHBI, OOJIBIIINE KUCTU U CTOIIBI, TpyoOas
KOXa, MUITMEHTHPOBAHHBIC YIaCTKH B OOJIACTH II€U U MOAMBIIICYHBIX BIIa-
nuH. Bojockl KypdaBble, ymm OTTONbIpeHHBIE. OTMEUAIOTCS YBETUYCHHE
MOJIOBOTO YIeHA M KJIUTOpA, MyMoYHbie TPhikH (puc. 35, 0), MOJUKUCTO3
anyHUKOB. Habmonarotes npexieBpeMeHHOEe KOCTHOE CO3pEeBaHUe, THIIep-
Tpodus 3MUPHU30B, YTONIIEHUE KOPTUKATIBHOTO CII0sI [TUapU30B U yMEPEH-
HBIA CKJIEpO3 JUIMHHBIX TpyOuyaThIX KOcTel. B KpoBH CHU)XEHBI YpOBHU
TOPMOHA POCTa, MHCYJIMHA, TPUTIIULEPHUIOB, CBOOOIHBIX )KUPHBIX KUCIOT.
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Tun nacnedosanus:. ayToCOMHO-PELIECCUBHBII.

Puc. 35. BpokneHHas ToTanpHAs JIUTTOAUCTPODUS: a — TCHEPaTU30BaHHOE
OTCYTCTBHUE MOJAKOKHOFO )KUPOBOTO CIIOS Yy TPYJHOTO peOeHKa;
0'— BHEMIHUN BUJl OOJIHHOTO.

JIMIEBBIE PACIIEJIMHbI

Knunuveckasa xapakmepucmuxka. llonepeunas paciieivHa JHILA
pacnonaraercsi cCOOKy OT yria pTa, MOXKET OBbIThb OJHO- U JIBYCTOPOHHEH.
Kocas paciuienuna (0ObIMHO OZHOCTOPOHHSS) BeTpevaeTcs: peako. Pazmm-
YaroT POTOTIa3HYI0 M HOCOTJIa3HYI0 (hOpMBI paciienuHsl juna (puc. 36, a,
0, B). Ecim B miporiecc BOBIICUEHBI Kpast OPOUT, TO OTMEUACTCS HEIOPA3BH-
TUE BEKA.

Kocas pacmienuHa HepeIKo cO4eTaeTcs C paciieTuHaMH TyObl U HE-
0a, ruaponedanueid, MUKpo(dTaIbMHEH, MO3TOBBIMU I'pPbIKaMU, aHOMaJHsI-
MU THaJIbLEB.

Tun nacnedosanus HEN3BECTEH.
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Puc. 36. Kocas pacmenuna nuna.

MAHHO3UJI03

BrepBrie onucan B 1967 1. P. Ockerman.

Knunueckaa xapaxmepucmuka. 3a00jeBaHNie MPOSBISIETCS B BO3-
pacTe HEeCKOJIbKUX JeT. JInleBble aHoMaluy BKIIIOYAIOT BHICTYHAIOLIUE J00
U HWKHIOIO YEIIOCTh, 3alaBUIYI0 MEPEHOCHUIly, MaKpOTJIOCCHIO, OOJbIINE
orTonbIpeHHbIe yiu (puc. 37, a). Co cTOPOHBI KOCTHO-MBIIIICYHONW CHCTE-
Mbl OTMEYAIOTCS TE€HEpaU30BaHHAs YMEpPEHHas TUIOTOHHUSA, YTOJIIECHHE
CBOJIa 4eperna, OCTEONOpO3 JJIMHHBIX TPyOUaThIX KOCTEH, IIMPOKUE [e-
(GbopMUpOBAaHHbIE JIOKTEBAsh M JIydeBash KOCTU C TOHKHM KOPTHKAIbHBIM
clioeM, TpameuueBHHas (GopMma MOSCHUYHBIX MO3BOHKOB, MOSCHUYHBIN
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J0pa03, 00JbIINe KACTH M cTombl (puc. 37, 6). HaOmogarorcs 00JIbIIOMN
KUBOT, IynoyHas rpbika. [ledeHs u cenezenka He yBeandeHbl. CyXOKUIb-
HbIe pe(IICKCHI MOBLIMEHBI. YacThlil mpu3HaK — NIyOOKass HEMPOCEHCOpHAs
TITyXOTa.

Tun nHacnedosanus’. ayToCOMHO-PEIIECCUBHBIN.

a

Puc. 37. Manno3umo3:
a — rpyObIe YepThl JHIIa; O — MOSCHUYHBIN JIOPI03,
W3MEHEHUSI KUCTEN U CTOII.

MAP®AHA CUHIPOM

Brepseie onrcan B 1896 r. B.J.A. Marfan.

Knunuueckas xapaxmepucmuka. BonbHbBIE BBICOKOTO pOCTa, KO-
HEYHOCTH (OCOOEHHO JMCTAlbHBIE OTAENbLI) JJIMHHBIE M TOHKHE
(puc. 38,4, 0, B, I, 1). YacTo BcTpeuarorcs ckonno3 (60%), kudo3, BOPOH-
K000OpasHas WM KWJIECBUIHAS TPYIHAS KIIETKA, TOJUXoueaius, y3Koe JIH-
110, BBICOKOE Jyroobpastnoe uHEOO, rmockocTonue. [TopaxkeHue a3 BKITIO-
9yaeT JBYCTOPOHHHM MOJBBIBUX XpycTannka. OTMEUYaroTCs MHOIHUS BBICO-
KO CTENEeHH, OTCIIOMKA CETYAaTKH, TeTEPOXPOMHS Paay’KKH, TOJIyObIe
CKJIEPBI. XapaKTepHBI MOPAKEHHUS KPYITHBIX COCY/I0B U CEPJIIA: Yalle BCETro
00HAPYKMBAIOT pACIHIUPEHHE BOCXOMSAIIEH YaCTH aOPThI, HPOJAIC MHT-
panpHOro KiamnaHa. Hepeako wMeroTcst OeapeHHbIe, MaxoBble W auadpar-
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MaJbHbI€ TPHIKU, TUMOILIA3HS MBIIII U MOJAKOKHON KJIETYATKU, MBIIIICUHAS
TUIIOTOHUSA, HepOonTO3, SMPU3eMa JETKUX, THEBMOTOPAKC.
Honynayuonnas wacmoma — 4:100000.
Tun nacnedosanusn’. ayToCOMHO-TOMUHAHTHBIN.
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r I
Puc. 38. Cuanpom Mapdana: a — HOBOpOKI€HHBIH ¢ cuHApOoMOoM Mapda-

Ha; 0, B, 1 — IUCTIPONOPIIMOHATBHOC TEIOCT0KEHUE, JJIMHHBIC TOHKUE KO-
HEUYHOCTH, y3KO€ JIUIIO; BOPOHKOOOpa3Has rpyAHas KJIETKa;
T = apaxHOJaKTUIIH.

MAPHIAJIVIA CHHAPOM

Briepsbie onucan B 1958 r. D. Marshall.

Knunuueckas xapakmepucmuxa. CUHIPOM NEPUOJUYECKON JTMXOpaI-
KU, CTOMaTHTa, (papuHTUTa U 1IeiHoro JuMmdaaeHuTa. 3a0ojieBaHUE Yallle Bee-
ro HauuHaeTcs B Bo3pacte 3—5 et (cpeanuii Bo3pact 2,8-5,1 ner). Tunuuxo
JUIO QOJIBHBIX: MAJICHBKUH KOPOTKUH HOC, 3alaBIiiasi IEPEeHOCUIIA, OTKPBITHIHN
poT (puc. 39, a), BRICTyMAOIMIMHI J100, SK30(TaIbM, TUTIOIIa3Us CpEAHEN YacTu
mvia (puc. 39, 6). Yke Ha epBOM Tojly KU3HU MOKET HaOJII0IaThCsl MUOIIHSI.
B Bospacre crapmie 10 net nposBisieTcsl KaTapakTa, CIOHTAHHO PaccachIBarO-
11asicq y B3pOCIIbIX. B CBA3M C BBICOKOW CTENEHBIO MUOIIUU MOKET Pa3BUBATh-
Csl OTCTIONKA ceT4aTku. B paHHeM Bo3pacTe 0OHApY>KUBACTCSl CHIDKCHUE CITyXa
10 HEWPOCEHCOPHOMY THITY, MPUBOAALIEMY K 33/IEPKKE PEUEBOrO Pa3BUTHL.
WuTemnekTyansHoe pa3BuTE HopMalibHOE. PocT Hu3Kkui. PeHTrenonornyecku
BBISIBIISTIOTCS PACIIMPEHUE KOCTEH deperia, BHYTPUUCPEITHbIC KaTbIIM(PUKATHI,
THITOTIIA3MsI HUKHEH YeITIOCTH U (PPOHTATLHBIX CHHYCOB, aHOMaJIbHAsI (hopma
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MO3BOHKOB M KOCTEW Ta3a, BajbrycHas nedopmaius Oenep, HElpaBUIIbHAS
dbopma >1udu30B.
Tun nacnedosanusn’. ayToCOMHO-TOMUHAHTHBIN.

Puc. 39. Ocobennoctu nuiia fnpu cuHapome Mapriasnia:
a — TUNIEPTENIOpU3M, MATICHbKUN KOPOTKUH HOC, 3amaBIiiasi IEPEHOCHUIIa,
OTKPBITHIN POT; O — TUIIOIIA3UsI CPEHEN YacTu JTUIIA.

MEHKECA CHHAPOM
(CHHApPOM KYAPABBIX BOJIOC)

Omnwcan B 1962 1. J. Menkes.

Knunuueckaa xapakmepucmuka. XapakTepHbl 3aJ€pikKKa ICUXOMO-
TOPHOTO pa3BuTHs, AereHeparuBubie u3MeHeHnus LIHC, nedext Tpancnopra
MeAHM U U3MEHEHMsI CTPYKTYpbl Bojioc. Bosockl penkue, JoMKHe, CKpydeH-
Hble, YacTo cBetibie (puc. 40). HeBponornueckre M3MEHEHHS BKIIIOYAIOT
CYIOpPOrY, BHYTPUYEPEIIHbIE KPOBOWBJIUSHHS, MBIIICUYHBIA TUIIEPTOHYC.
[Ipu uccienoBaHuy rOJOBHOTO MO3Ta BBISBIISIIOTCS J€T€HEPAaTUBHBIE MPO-
LECCHl B KOpE C INIM030M U aTpodueil. B chIBOpOTKE CHUXEH YpPOBEHb Me-
1. PeHTreHonoruyecku onpeaenseTcs: paclmpeHie MeTagu3oB ¢ popMu-
pPOBaHHEM MIMOPOOOPA3HBIX OOKOBBIX BBIPOCTOB. BOJBIIMHCTBO OOJBHBIX
norudaeT B Bo3pacte oT 6 mecsueB 10 3 ner. [lpu Oombiiel mpoaomKu-
TEJILHOCTH >KU3HU Pa3BUBAIOTCS AUCTPODUS U TETpaIUIeTusl.

Honynayuonnas wacmoma — 1:298000 HOBOPOXKACHHBIX B CTpaHAX
3anaaHoit EBpomnbl.
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Coommnowenue nonose — M1:XKO0.
Tun nacneoosanusn. X-CueryiCHHbIN PELIECCUBHBIM.

Puc. 40. Cuanpom Menkeca.

MUKPOLE®AJINA

Knunuueckaa xapaxmepucmuka. Muxpouedanuss KIMHUYECKU
IPOSIBIISIETCSl YMEHBIIIEHHEM 00beMa ToJIoBbI 0oJiee YeM Ha JIBa CTaHAapT-
HBIX OTKJIOHEHUS JJI JAHHOM BO3pacTHOM rpytiibl. JIoO cKoIIeH, 3aThUIOK
YIUIOUIEH; OTMEYAETCS BBIPAKEHHAS IUCHPOIIOPLMS MEXAY JIULEBBIM M
MO3ToBBIM YepenioM (puc. 41, a, 6). Y 95% OoybHBIX OTMEYaeTCs HEBPOJIO-
rU4ecKas CUMIITOMATHKA: HAPYLIEHUE MBIIIEYHOIO TOHYCA, CIACTUYECKUE
napesbl, CyI0Opord, HapylIeHHe (PYHKIMU YepernHO-MO3TOBbIX HEPBOB. [lo-
CTOSIHHBIA HPU3HAK MUKpoledanTuu — yMCTBEHHAs! OTCTAJIOCTh. PEHTreHo-
JIOTUYECKUA OOHAPY>KUBAIOTCS OTKPBIThIE YEPEIHBIE MIBbI; TONIIUHA KOCTEH
yepena MOXKeT ObITh yBennueHa. Ha ayTorncuu HaxoIdT yMEHbIIEHHE Mac-
Chl. M pa3MepOB I'0JIOBHOTO Mo3ra (MUKpOdHIIedaaus), aHoMaJbHOE CTpoe-
Hue OOJBIINX MOMyIIapuil (MUKPO- U MOJMTUPUS, HAPYILIEHUE PACIION0kKe-
HUS U3BUJIMH, CTPYKTYPHBIE HAPYLIEHUS! IUTOAPXUTEKTOHUKU KOPBI U Ap.).
PasznuyaroT UCTHHHYIO MUKpOLEhaTHIO C ayTOCOMHO-PELIECCUBHBIM THIIOM
HACJIEOBaHMsI U BTOPUYHYIO MUKPOIE(alInio, Pa3BUBAIOILYIOCS B PE3yJlib-
TaT€ OPraHWYECKOro IMOPaKEHHsI TOJIOBHOTO MO3ra pa3HOW 3THOJIOTUHU
(TokcomIa3Mo3, pooBasi TpaBMa, BHYTpUYTpOOHasi THUIOKCHS, (heTanbHbIN
UTOMETAJIOBUPYCHBIM CHUHIPOM, (ETaNbHBI paJAUAllMOHHBIA CUHAPOM,
dbeTanbHBIN CHHIPOM KpacHyXxH). Mukporiedanus BCTpedaeTcs TakKe MPH
MHOTHX XPOMOCOMHBIX U T€HHBIX CUHIPOMAX.
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Coomnowenue nonoe — MI:K1.

a 0
Puc. 41. lucnipornopiivisi MO3TOBOM U JIMIIEBOM YaCTEH veperna,
CKOUIEHHBIH 7100 MPU MUKPOIIE(aTHH.

HOT TEN-HAIKOJEHHUKA CUHIPOM

Knunuueckas xapaxmepucmuka. HabmogaeTcs nucruiasust HOrTei,
yaiie Beero |, Il u Il nmanbues. Horru y3kue, runomiacTUuHble, pacciau-
Batomuecs (puc. 42, a, 6). KonenHas 4arieyka rumnoruia3upoBaHa, MOXET
UMETh MHOTOYTOJIbHYIO (pOpMY HIJIM BOOOIIE OTCYTCTBOBaTh. OTMeuaercs
BBIBUX Ha/JKOJICHHHKA. OrpaHnYeHa MOJIBU’KHOCTD B JIOKTEBBIX CyCTaBax.

Ha 3amHeil mOBEpXHOCTH MOMAB3MOIIHOW KOCTA HUMEKOTCS KOCTHBIE
BBIPOCTBI; MHOTAA BceTpedaetcs ckonno3. B 30% cnyuaeB pa3BuBaetcs
Hedponatus. 3aboeBaHne OCIOKHSIETCS MOABBIBUXOM KOJICHHOTO CyCTa-
Ba, BapyCHOM AedopMaIriieil ToJIeH!, OCTEOAPTPUTOM KOJIEHHBIX CYCTaBOB.

Tun nacneoos@nusa. ayroCOMHO-IOMUHAHTHBIN.

—
b—

a 0
Puc. 42. 'unomnasust u 1ucTpodust HOTTeH PH CHHIPOME HOT'TEH—
HaJIKOJIEHHWKA. BHemHi Bug O0JIBHOTO.
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OCTEOINETPO3 PEHECCUBHBIN
(00s1€3Hb MPAMOPHBIX KOCTEI1)

Knunuueckaa xapaxkmepucmuxa. CUMITOMOKOMIUIEKC OCTEOMET-
po3a BKJIIOYAET XPYNKOCTh KOCTEH, Makpoiedainio, MporpecCUpyroyo
[JIyXOTY U CIIETIOTY, TSDKEIIYI0 aHEMUIO, HAUWHAIONIYIOCS B TPYIHOM BO3-
pacte Wil BO BHYTPUYTPOOHOM mepuoje. JlmaraHo3 MoxeT ObITh YCTaHOB-
JIeH BHYTPUYTPOOHO MpPH PEHTICHOJIOTMYECKOM HCCIIeJOBaHUU: B pesyib-
TaTe CKJIEpO3a KOCTEH ueperna pa3BUBAIOTCS Makpoledanus U ruaporeda-
s (puc. 43), cMeleHrne OTBEPCTHI YepeHbIX HepBoB. [locnenHee Beaer
K aTpo(uu 3pUTENIbHBIX HEPBOB, TIIyXOTE, Napaanudy JUIEBON MYyCKyJaTy-
pBl U Kocornasuto. IlpopessiBanue 3y00B MOXET 3azepxkuBarbea. OTmeua-
IOTCSl BBIPa)KEHHBIE aHOManIuU (Gopmbl 3y0oB. HacTo 3aMensieHbl pocT U
¢uznyeckoe pas3BUTHE, MHTEIUIEKT B 75% ciiyyaeB HopMmajeH. Ckiepo3
CKeJeTa MpeapacnojaraeT K ocTeoMuenuTy. bonbHble 00bIYHO OTHOAIOT B
JIETCKOM BO3pacre. bHOXUMUYECKHE MMOKA3aTENH Yalle HOPMAJIBHBIE, XOTS
BO3MOXKHBI THTIOKaibIleMus: U runepdocdaremus. PentreHorpadust cke-
JeTa BBISABISET OJHOPOJHBIM IUIOTHBIM CKJIEPO3 KOCTEH B COYETAHUU C
paciipenuem u aedopmanuend Mmeraduzon. Bo Bcex ciydasx onpeaesieT-
Csl OpaXE€HUE KOCTHO-MO3rOBOr0 KaHaia M Tpalekyia. Uepen yToiieH,
0COOEHHO B OCHOBaHUU. [IACTHBIC K. IUIOCHEBbIE KOCTU BBIVISIAAT Kak
«KOCTh B KOCTH»; BO3MOXHA YaCTUYHAs aruia3us JucTanbHbIX (anaur. I1o-
BBIIIIEHA AKTUBHOCTH OCTE00JIACTOB W OCTEOKIIACTOB.

Tun nacneoosanus: ayToOCOMHO-PELIECCUBHBIN.

Puc. 43. Makponedanus npu perecCuBHON (hopMe 0CTeoneTpo3a.

OCTEOITIOPO3A 1 NICEBJAOI'J/IMOMbBI CUHIPOM

Knunuueckaa xapaxkmepucmuka. B paHHEM [E€TCTBE MPOUCXOIUT
OTCJIOWKa CeTYAaTKH, BBI3bIBAIONIAsl CIEMOTY; Pa3BUBAIOTCS MUKPOQPTaIb-
mus (puc. 44, a), IOMyTHEHUE POrOBUIIbL, KaTapakTa. B Bo3pacte 2—-3 net
NOSIBJISIETCS.  OCTEONOPO3, MPUBOASAIIMA K MHOXKECTBEHHBIM IE€peIoMaM

54



1 BTOPUYHBIM Aedopmanusm koctel (puc. 44, 6). B pesynbraTe nedopma-

IIUHU MTO3BOHOYHUKA YKOpauuBaeTcs TynoBuine. OTmedaercs: ¢iabocTh CBsI-

309HOTO amnmapara. PEHTTeHOJIOTHYECKH BBISBIISIOT OCTEONOPO3, UCTOHYE-

HUE KOPTUKAIBHOTO CIIOS JUTMHHBIX TPyOUYaTHIX KOCTEH, UCKPUBJICHHUE KO-

HEYHOCTEH, MeTau3apHbIe KUCTH, «PHIOBM» MO3BOHKH. Bce OobpHBIC OT-

CTalOT B YMCTBEHHOM pa3Butuu. MlHOT1a Habmonaercss Mukpouedanus.
Tun nacneoosanusn’. ayToCOMHO-PELIECCUBHBIN.

a 0
Puc. 44. Cunzpom octeonopo3a U ICEBIOTIIMOMBI:
a — Mukpodranemust; 6 — negopmManys HKHAX KOHEYHOCTEH BCIIEACTBUE
MHO>KECTBEHHBIX [1€PETOMOB KOCTEH.

HATAY CUHAPOM
(cunapoM Tpucomum 13)

XpoMOCOMHYHO NTPUpOy 3abosieBanus BoisiBUI qokTop Kiayc [Taray
B 1960 r.

Knunuueckan xapakmepucmuka. VIMEOTCA J1Ba IUTOTCHETHYE-
CKHMX BapuaHTa cusjapoma [latay: mpocrtas TpricoMus U poOEpPTCOHOBCKAs
TpaHciokaus. KilMHH4YecKas M MaTOJOrOAaHATOMHYECKAss KapTUHBI ATUX
dbopm He paznuyaroTcs. 75% ciiydaeB TPUCOMUU XPOMOCOMEBI 13 00ycioB-
JICHO IMOSABJIEHUEM JOIMOJHUTENBbHOW XpoMocombl 13. Mexay dvacToToii
BOBHMKHOBEHUs1 cuHIpoma l[laTay m BO3pacToM MaTepu MpPOCIIEKUBAECTCS
3aBUCUMOCTbh, XOTS U MEHEE CTporas, 4eM B ciiydae cuHapoma JlayHa.

XapakTepHBIM OCJIO)KHEHHEM OEpEeMEHHOCTH IIPU BbIHAIIMBAHUHU
mwioga ¢ cunapomoM llatay siBasieTcss MHOTOBOJIME: OHO BCTPEUYAETCS TTOUTH
B 50% cnyudaeB cunapoma Ilaray.

[Ipu cungpome Ilaray HaGmromaroTCsl TsOKENbIE BPOXKIACHHBIE TOPOKH.
Hetu ¢ cunapomom Ilaray poxknarorcst ¢ maccoit Tena Hke HopMbl (2500 r).
VY HHUX BBIBISIFOTCS yMEpPEHHas MHKporedaivs, HapylIeHHe Pa3BUTUS Pa3-
mmuHbIX otaenoB [[HC, Huskuil ckomeHHbIN J100, Cy>KEHHBIE TJIa3HbIC IICTIH,
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paccTosiHue MEXIy KOTOPBIMH YMEHBIICHO, MUKPODTAIBMHUS U KOJIOOOMA,
MIOMYTHEHHE POTOBUIIbI, 3alaBlias MEPEHOCUIIa, IIMPOKOE OCHOBAHUE HOCA,
negopMUpOBaHHBIE YIITHbIE PAKOBUHBI, pacIIeIHa BepXHel Iryobl U HEOA, Mo-
JMIAKTHIINS, KOpoTKas 1mest (puc. 45, a, 0, B, 1). Y 80% HOBOPOXICHHBIX
BCTPEYAIOTCS] IOPOKU Pa3BUTHUs cepa: AeeKThl MEXOKETYI0UKOBOM U MEX-
TIPEACEePIHON TEePETOPOAOK, TPAHCIIO3UIMHA COCYAoB | Ap. Habmromarorcs
(UOPOKUCTO3HBIE M3MEHEHUs TOJPKETYJOYHOM JKeNe3bl, T00aBOUHBIE Celie-
3€HKH, SMOpPHOHAIbHAS TYNOYHAsI TphDKa. [[0UKHM yBETMYEHBI, UMCIOT TIOBBI-
IICHHYIO JIOJhYaTOCTh ¥ KUCTHI B KOPKOBOM CJIO€, BBISIBIISIFOTCS HOPOKH Pa3BH-
THS TIOJIOBBIX OPTraHOB. XapaKTepHa 3ajiep)KKa YMCTBEHHOTO Pa3BUTHSI.

B cBs3U ¢ TsOKETBIME BPOXKICHHBIMY TTOPOKAMH Pa3BUTHS OOJIBIITIH-
CTBO JieTel ¢ cuHapoMoM llaTay ymuparoT B nepBbie HEISAN WX MECSIIbI
(95% — no 1 roma). OmHAKO HEKOTOpBIC OOJIbHBIC KUBYT B TEUYCHUC He-
CKOJIbKUX JIeT. bojee Toro, B pa3BUTHIX CTpaHaX OTMEYACTCS TEHACHIIUS
YBEIMYCHHS TIPOJOJDKUTEIHLHOCTU KU3HU OOJBHBIX cuHJIpoMoM [latay mo
5 ner (okomno 15% gereit) u gaxe no 10 net (2-3% meteit). OcraBiiuecs B
YKUBBIX CTPAJAIOT TIIyOOKOM UTMOTHEH.

Honynayuonnasn wacmoma — 1.7000-1:14000.

Coomnouwenue nonoe — M1:X1.

Puc. 45. Cunapowm Ilaray.
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IMAXUOHHUXUSA BPOKIAEHHASA
(cungpom Snaccona—JleBaHI0BCKOIO)

3aboneBanue BrepBbie onucaHo B 1906 r. J. Jadassohn u F. Lewan-
dowsky.

Knunuueckaa xapaxmepucmuka. TUNUYHBIA CUMITOM — U3MEHe-
HUE HOI'TEW: 3HaYMTeIbHOE yTonmeHue (puc. 46, a, 0), HeoObIYHas hopma
B BHUJIC KOT'TS, TM00, HAMPOTHUB, HOT'TH TUITOTIJIA3UPOBAHBI WK JAKE OTCYT-
CTBYIOT. Hepeako oTMedaroTcss MapOHUXUH, JaJOHHBIM W MOJONIBEHHBIN
TUTIEPKEPATO3, YaCTO COMPOBOXKIAIOIIMIACS MOSBICHUEM OYJUIE3HBIX MY3bI-
peil. Ha koxe nuia U TyJoBUIIA MHOTAA HAaOIIOJAIOTCS SHUACPMalbHbIC
KUCThl. BO3MOXHBI rutiep- win runotpuxos. Merorcs nmopameHus mnosioc-
TU pTa, A3bIKA, 7143 B BUJIE JEHKOKEpaTO3a WIH JEHKOIUTakuu. OTMevaroT-
Csl paHHee Tpope3bIBaHWE 3yOOB, TUIIOIIA3US AMaM, PaHHHUN Kapuec U
BbINIaZieHue 3y0oB. Onucanbl TpU KIMHUYECKUX TUMA cuHapoma. | tum —
BpPOXKACHHASA NaXUOHUXHS, CHMMETPUYHBINA JIAJIOHHO-TIOAOIIBEHHbBINA Kepa-
T03, (OUUKYISApHBIN KepaTo3 TyhoBumia. [Ipu Il Tumne xpome mepeunc-
JIEHHBIX CUMIITOMOB OTMEYAETCS MOBPEKIEHUE CIM3UCTON pTa, si3bika. III
THUI BKJIFOYAET CUMIITOMBI | TUIa U U3BMEHEHU ST POTOBUIIHI.

Tun nacneoosanusn: ayToCOMHO-AOMUHAHTHBIN.

Puc. 46. YTomnienrie HOrTel Mpy BpOKIACHHON NaXUOHUXUH.

MUKHOIN30CTO3

Omnmucan B 1962 r. P. Maroteaux u M. Lamy.

Knunuueckaa xapakmepucmuxa. TUTUYHBI HU3KUN POCT, HEAOPA3-
BUTHE JIUIIEBOTO 4Yeperia, BBICTYMAIONIMe JIOOHBIE W 3aThUIOYHBIC OyTpHI,
NIMPOKKE YEPETHbBIC BBl U HE3apalleHne PoJHUIKOB. OTMEHarOTCsl TUIIO-
T1a3us W TYTOW YTOJl HUKHEH YeNIOCTH, y3Koe HEOO, HapylleHue mpope-
3bIBaHMS 3yOOB, YACTUYHAS aJIOHTHUS, aHOMAJIMUA (DOPMBI U TIOJIOKEHUS 3Y-
00B, MHOKECTBEHHBII Kapuec (puc. 47, a). XapakTepHa JAUCIUIA3HS KITFO-
YUI[ ¢ YACTUYHOM arjia3ueil akpoMHUaNIbHBIX OTPOCTKOB. JlucTanbHble (a-
JIAHTH YKOPOYEHBI, HOTTU IJIOCKHE, KOXKa ThUIbHOM MOBEPXHOCTH KUCTEH
mopiuaKctas (puc. 47, 0, B, r). Bo3amMoxHa ymMmcTBeHHast oTcTanocth. Ha-
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OJII0IaI0TCSl OCTEOCKIIEPO3, TEHACHIIMS K CIIOHTaHHBIM TiepesiomaM. PeHT-

IEHOJIOTUYECKH BBISBIISIOT TMOBBIIIEHHYIO IUIOTHOCTh KOCTEW, BOPMHEBBI

KOCTH, Ie(pOpMaIIUIO IJTUHHBIX TPYOUaThIX KOCTEH BCIEACTBUE MEPETOMOB.
Tun nacnedosanusn. ayToCOMHO-PEIIECCUBHBIM.

r

Puc. 47. IImkaO1M30CTO3:
a — aHoMaJiiu 3y0OB, MHOXKECTBEHHBIN Kapuec; 0, B — YKOPOUEHHUE JTHC-
TaJdbHBIX (DaJIaHT MAJIBIIEB KUCTEH; T — YTOJIICHUE HOTTEH.

INJIOPOCTEHO3

Omnmucan B 1877 r. H. Hirschprung.

Knunuueckaa xapakmepucmuxa. Ha 2-3-ii Henene >XKU3HU TOSB-
JSIOTCS. PBOTA «(HOHTAHOMY, 3aIOPbI; Pa3BUBAIOTCS JACTUAPATAINS U HAPY-
IICHUE DJICKTPOJMTHOTO OajaHca (TUMOKAJTUEMUYECKUNA aliKajlo3), THIIO-
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Tpodus. MellieuHass CTEHKAa MAJOPUYECKOTO KaHalla OMpEeNeaeTCs Majlb-

aTOPHO, a MHOTJAa W BH3yajdbHO (puc. 48). JluarHos moaTBepKAaeTCs

PEHTTEeHOJIOTUYECKU. DTUOJOTHS MYyJIbTH(hAKTOpHAIbHAS.
Honyaayuonnaa wacmoma — ot 0,5:1000 g0 3:1000.
Coomnowenue nonoe — M4:X1.

Puc. 48. PeGeHok ¢ MUI0POCTEHO30M: BBIOYXaHHE B SMUTACTPATBHOMN
00J1aCTHU B BUJE IIECOYHBIX YACOB.

MOJNITAKTNJINA

Knunuueckaa' xapaxmepucmuka. Pa3zmemaiorcs a100aBOYHbBIE
NaJbIbI 10 HAPYKHOMY KpParO CTOIBI Ha YPOBHE TSITOM IIFOCHEBOM KOCTH U
HEPEJIKO COWICHAIOTCS C CyCTaBOM IATOro mainblia (puc. 49, a, 0, B). Pexe
HaOJFOMacTCsL, MEKIANBIICBOC MX pacrionoxenue. Jlehopmanuu Ha KUCTIX
U CTOIax OAHOBPEMCHHO OYEHb BapwaOeNbHbI, pa3HOOOPa3HbBI MO KJIMHU-
4ecKoMy TposiBiIcHUI0. OTINYAIOTCS HE TOJIBKO KOJWYECTBEHHBIMHU, HO H
KaueCTBCHHBIMUA M3MCHEHUSMHU BO BCEBO3MOJKHBIX MX coueTaHusx. OObIU-
HOIOTIQJTHUTEIILHBIC MAJIBIIBl PACTIOIATAIOTCS M0 HApY)KHOMY HWJIM BHYT-
pPEHHEMY Kparo CTOIIBI, PeKe — MEXKTy TaIbIllaMU B BUC PYJUMEHTOB C HE-
JOPa3BUTHEM OTJICIBHBIX MAIBIEB U KOCTHON OCHOBBI. Hepeako monmmak-
THJIMSL HAa CTOIMAX COYETACTCS CO CPAICHHEM OTACIbHBIX MabIEB MEXKIY
co00Ol — CHMHIAKTUIIMEH, KOCOJIANOCThI0, BRIBUXaMH TOJICHEH, HEJI0pa3BH-
THEeM najblieB (OpaxugakTuiaus). [[poruo3 01aronpusTHBIN.

Honynayuonnas wacmoma — ot 1:3300 mo 1:6300.

Tun nacnedosanusn. ayToCOMHO-IOMUHAHTHBIN.
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Puc.49. ITomngaktnians.

MNPAJEPA-BUJIJIM CUHAPOM

Onucan B 1956 . Aanpea [Ipanepom u XaitHpuxoM Bum.

Knunuueckaa xapaxmepucmuka. 1lpu cunapome IIpanepa—Buimm
CTpaJaeT OTLIOBCKas XpOMOCOMA; B CIydae MOBPEKICHUS MaTEPHUHCKON
XpOMOCOMBI BO3HMKaeT cuHAapoM Axrenbmana. Cunapom Ilpanepa—
By — penkas reHeTrueckasi aHOMaJHst; OTCYTCTBYIOT MIPUMEPHO 7 TEHOB
u3 15 xpomocombl. Kaprotumn 46 XX nmu XY, 15p-.

Cungpowm Ilpanepa—Bunu — HacneacTBeHHOE 3a00s1€BaHue, IPO-
SBJIAIOIIEECS B MEPBbIE I0/Ibl OTCTABAHUEM B POCTE, YMCTBEHHOM OTCTa-
JOCTHIO, HEAOPA3BUTHEM MOJIOBBIX KeJie3, CHUKEHUEM MBIIIEYHOTO TO-
HYyCa, 0)KUPEHUEM.

Jletu ¢ 3TUM CHUHAPOMOM OOBIYHO POXKIAIOTCS JOHOIIEHHBIMH, C He-
PE3KO BBIpaXKEHHOW BHYTpUYTpOoOHOI runotpodueii, B 10-40% ciyuaeB — B
STOMYHOM TIpeyiekanun. Pasmiuaror nBe (aser cuaapoma. [lepas daza
XapaKTEPU3YETCS BBIPAXKEHHOW MBIIIEYHOM TMIIOTOHUEN BIUIOTH O aTOHUH,
CHIDKEHHMEM CYXOXHIIBHBIX peduiekcoB, pediaekca Mopo (pedieke ucmyra),
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IJI0TaTeIbHOTO U COCATENTBHOTO pedhIeKCOB, YTO MPUBOJUT K 3aTPYAHECHUSIM
kopmiieHus. Bropast (paza 3a0oseBaHusi pa3BUBaeTCA yepe3 HECKOJIBKO He-
JIeNTb UM MecsileB. Y OOJIbHBIX MOSIBISiCTCs Moiaudarvs, OHU MOCTOSHHO
UCTIBITHIBAIOT TOJI0/1. MOTyT OCTOSTHHO €CTh M aKTUBHO MIIYT muIry. B cBs-
3U C 3TUM DPa3BUBACTCA OKUPEHUE, MPUYEM KUP OTKIIAIbIBACTCS MPEUMy-
IIECTBEHHO Ha TYJIOBHIIE M MPOKCUMAJBHBIX OTIENaX KOHEUYHOCTEH (pHC.
50, a, 6). CTonBI ¥ KHCTH AUCTPOTIOPITMOHATLHO MATICHBKUE (aKPOMUKPHS).
['umoronust Bo BTOpoi (haze 3aboeBanus yMeHbIaercs. Habmomarores Tu-
TMIOTUIA3KsI TIOJIOBOTO YJICHA, MOIIIOHKH, KPUIITOPXU3M, a Y IEBOYEK — TUIIO-
IUIA3Ms MOJIOBBIX T'Y0; Y 'KEHIIMH oTMevaeTcsi ameHopest, B 50% ciy4yaeB —
TUTIOTUIA3US. MaTKU. POCT OOBIYHO CHWIKEH, IICMXOMOTOPHOE Pa3BUTHE OT-
CTaeT OT HOpMbL. Peub 3aTpyiHeHa, CIOBApHBIN 3anac MajeHbKUM. bosbHbIe
0 XapakTepy 100poKeIaTe/IbHbl, OE3bIHUIIUATUBHBI, IJIOX0 KOHTPOIUPYIOT
CBOM 3MOLIMH, XapaKTepHa pe3Kkasi cMeHa HacTpoeHHs. Kpome 3Tux ocHOB-
HBIX [IPU3HAKOB CHHPOMA, BCTpEUaroTCss MUKpouedaus, Ae(eKTbl SMaly,
Kapuec, Cyxas CIM3UCTasi MOJIOCTU PTa, TUTOIUIA3US XPAIISH YITHBIX PaKo-
BUH, CKOJIMO3, CHHIAKTWJIMS, KIMHOJAKTHIIUS,  TMONEpeYHas JaJoHHas
CKJIaJIKa, HapyIlIeHUE KOOPAMHAIMHY, CYyJIOPOTU U CTPaOM3M, a TaKKe CHUM-
NTOMBI CaxapHOro nuadera. Y HEKOTOPbIX OO0JbHBIX OOHAPYKUBACTCS CHU-
KEHUE TTMTMEHTAIINH KOXKH, BOJIOC M PATYIKKU.

Honynayuounas wacmoma — 1:12000-15000 xuBOpOXKACH-

HBIX MJIQJICHIICB.
Tun nacneoosanus HEN3BECTEH.

a

Puc. 50. Cunapowm IIpagepa—Bum.
BoipaxkeHHOE 0KMpPEHUE C TPEUMYILIECTBEHHBIM OTJIOKEHUEM JKHpa
Ha TYJOBHUIIE U MPOKCUMAJIbHBIX OT/EJIaX KOHEYHOCTEH.
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IIBEPA POBEHA AHOMAJIA

Knunuueckasa xapakmepucmuka. BpoXXI€HHBI OPOK YEIHOCTHO-
JULEBOW 00JIaCTH, XapaKTEPU3YIOIUNCA TPEMsi OCHOBHBIMU KIMHUYECKU-
MU MPU3HAKAMU: HEJIOPA3BUTUEM HIDKHEH 4eNtoCTH (HIKHEW MUKPOTHATHU-
eil), rI0cconTo30M (HEIOpPa3BUTUEM M 3allaJIaHUEM SI3bIKA) M HATAYUEM
pacmienmabl HEOA. PoOena cunapom BcTpedaercs Ha Kaxnabie 10-30 Thwic.
HOBOPOXIIEHHBIX (puc. 51, a, 0).

Cpa3y ke mocie poXKIACHHs TMOSBISETCS pe3Koe HapylleHHe IbIXa-
HUS, CBSI3aHHOE C 3amajIcHueM si3blka. PeOeHok OecrokoeH, BbIpaskeHa CH-
HIOITHOCTH. M3-3a HapyIIeHns akTa TJIOTaHHs BO BpeMs KOPMIICHHS peOeH-
Ka MOYKET HACTYIUTh YAYUIbe. XapaKTepeH BHELIHUI BUJl HOBOPOXKIECHHO-
IO — «IITUYBE JIMII0», BOSHUKAIOUIEE B CBA3M C HEIOPA3BUTUEM HIKHEN ye-
JrocTH (OT ¢1ab0 BBIPAXKEHHOTI'O HEAOPAa3BUTHUSA IO TOJHOTO €€ OTCYTCT-
Bus). Hapsiny ¢ TunuyHoOM Tpuagon (HYOKHSST MUKPOTHATHUS, TJIOCCONTO3 U
pacuiennHa HEOA) y OONBHBIX C CHHApOMOM PobeHa WMMeroTcs W apyrue
MOPOKH PA3BUTHA. BPOXKJICHHAsI KaTapakTa, MUOIMS, MOPOKHU CEPJIlia, MO-
YEroJIOBOM CHUCTEMBbI, aHOMAJIMKU PA3BUTHS TPYJAUHBI U TO3BOHOYHHKA, a
Tak)Ke TMOMUIAKTUINS (IPUCYTCTBUE JMIIHMX MAIBIEB) U BPOXKIACHHOE OT-
CYTCTBHE KOHEYHOCTEH. YMCTBEHHOE HEIOPA3BUTHE OTMEYAETCS MPUMEP-
HO y 20% OONbHBIX.

Ionynauyuonnaa wacmoma — 1:10-30 1piCc. HOBOPOXKIEHHBIX.

Puc. 51. IIbepa PoGena anomanan. Pe3ko BelpaxkeHHasi THTIOTIIA3Us
HIDKHEW YEITIOCTH.
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PACIIEJIMHA I'YBbI U PACHIEJIMHA HEBA

Knunuueckas xapaxmepucmuka. JInuesple paciieInHbl BOZHUKAIOT
IpU HApYLIEHUU CpPacTaHUs JIMLEBBIX M HEOHBIX OTPOCTKOB. Pacuiennna
ryObl CONpOBOXKAAETCA AeopManueil 1 aCUMMETpUEN KPBUILEB HOCA; MO-
XKET OBITh OJIHO- WJIU JABYCTOPOHHEH, MOTHON, YACTUYHOU WU TOJICIHU3U-
croil. Pacienmua ryosl 1 HEOA pacHpOCTpaHIETCS Ha BEPXHIOW T'y0y, aib-
BEOJIAPHBIA OTPOCTOK, TBEPAOE U MATKOEe HEOO; COMPOBOXKAACTCA Aedop-
MaIleil KpplTbeB HOCa, UICKPUBIICHHEM HOCOBOMW MEPETOPOAKH, HAPYIICHH-
eM TMpHUKyca, aHOMAIUAMU 3yOOB; OBIBA€T OJHO- WU JBYCTOPOHHEU
(puc. 52). Dtuonorus MyJIbTU(AKTOPUATEHAS.

IHonynayuonnasa yvacmoma — 1:1000 HOBOpOXKAEHHBIX.

Puc. 52. Pacmenuna ryost u HEOA.

PETTA CUHAPOM

Bnepsrie onucan B 1966 1. A. Rett. HecmoTpst Ha pacnpocTpaHeH-
HYIO BEPCHIO, UTO BIIEPBBIC CHHAPOM ObLT onucad B 1966 roay, oOHapyKeH
oH Obu1 B 1954 rony. BcemupHOe npu3HaHKME KakK OTJIeJIbHOE 3a00JIeBaHNE
nonyunn B 1983 rony; 3abosieBaHre OBLIO BBIACICHO B OTACIBHYIO HO30-
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JIOTUYECKYIO0 €IMHUILy M Ha3BaHO B YECTb €r0 IMEPBOOTKPHIBATEINA «CHH-
npoMmom Petrray.

Knunuueckaa xapakmepucmuka. Cuagpom Perra — ncuxoHeBpo-
JIOTUYECKOE HACJIEJACTBEHHOE 3a00JIeBaHKE, BCTPEUACTCS MOYTH MCKIIOUYU-
TEJIbHO y IEBOYEK.

Pa3Butne pedenka 1o 1-1,5 ner mporekaeT HOpMaIbHO, HO TOTOM Y
JIEBOYKM HAUYMHAIOT PaCMaJaThCsl TOJBKO YTO MPUOOPETECHHBIC PEUYCBEIE,
JIBUTATEJIbHbIC U MPEIMETHO-POJICBbIE HABBIKU. XapaKTEPHBIM JIJIS JaHHO-
TO COCTOSTHUS SIBJISIIOTCS CTEPEOTHUITHBIC, OJTHOOOPAa3HbIE IBMKEHUS PYK, UX
MOTUpaHUE, 3aJJaMbIBAaHUE, IIPU 3TOM HE HOCSIIUE LIEJICHANPABICHHOTO Xa-
paktepa. Peub 3aTpyaHsAETCs, OTBETHI CTAHOBSTCS OAHOOOPA3HBIMHU WM
9XOJIAIMYCCKUMH, BPEMEHAMH peub COBceM mpornaziaer (myTusm). Habiiro-
JTAETCSl HU3KUM TICUXOJIOTUYECKUM TOHYC. JInIlo pedeHKa MOCTeMEeHHO MpPHU-
o0OpeTaeT rpyCTHOE, «HEKUBOE» BBIPAKEHUE, B3I CTAHOBUTCS pacoKy-
CHUPOBAHHBIM WJIM YCTPEMJICHHBIM B OJIHY TOUYKY INepej; co0oil. JIBrkeHus
CTaHOBSITCSI 3aTOPMOKEHHBIMH, HO BO3MOKHBI IIPUCTYIIBI HACUIILCTBEHHOTO
CM€Xa BMECTE C NPUCTyNaMU HMIYJbCHUBHOIO IOBeneHUs. [losBisroTCA
CYJIOPOKHBIE TIPUIMAJIKH. ITH 0COOCHHOCTH HATOMUHAIOT MTOBEJICHUE JCTeH
C paHHUM JIETCKUM ayTu3MoM (puc. 53, a,0).

Honynayuonnasn ywacmoma — 1:1000 HOBOpOXKIEHHBIX.

Coomnowenue nonoe — M0: K1,

Tun Hacnedoeanusa. TPEANONIOKUTENHHO X-CUCIUICHHBIN JIOMHU-
HAHTHBIN C JIETATLHOCTBIO JIJISI FEMU3UTOTHBIX IJIOJA0B MYKCKOTO IM0JIa.

O

Puc. 53. Cungpom Perra.
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PUT'EPA CUHIPOM

Onucan BriepBbie H. Rieger B 1935 1.

Knunuueckana xapaxmepucmuka. Ilpu cunnpome Purepa ommcan
PSI XpPOMOCOMHBIX aHOMAJIUM, 3aTParuBaroIIuXx XpoMocomsl 1, 4, 6, 13, 18.
KnuHanueckne mposiBIeHUST CHHAPOMA XapaKTEPU3yIOTCS BapUaOCIIbHOCTHIO
dKCTIpeccur (DEHOTUTTMYECKUX MPHU3HAKOB, MOTYT OTJIMYATHCS Pa3IMIHON
CTETICHBIO TSKECTH JIaXKe B MpeEeax OJHOW ceMbH. JIumesnie gucmMopdum
B BU/JIC TUIOIUIA3UU CPEIHEN YacCTH JIMIla B COYETAHUU C aHOMAJIMSIMHU TJia3
U 3yOOB B OCHOBHOM KJIMHHUYECKH XapaKTepHU3ylOT CHHApoM Purepa
(puc. 54, a, 0).

N3mMeHeHust co CTOpOHBI 3yOOB BKITIOYAIOT B ce0s1 KOHUICCKYHO (hopMy T1e-
PEeIHUX 3yOO0B, OJIMTOIOHTHIO, TUIIOILIA3UI0 SMAJIH, YPOIIUBYIO (hopMy 3yOOB.

Pa3nooOpa3Hbie M3MEHEHHsSI CO CTOPOHBI IJia3 BKJIKOYAIOT roJyOble
CKJIEpbI, MUKPOKOpPHEa WM METAJIOKOpHEa, THITOIUIa3UI0 PaJTyKKH, aHO-
MaJIbHYy10 (popMy 3padka, KaTapakTy, KOCOIJIa3ue,; IIOMYTHEHUE POTOBUIIBI.
VY 25% OGonbHbIX HaOIIOaETCS BpOXKACHHAS TiaykoMma, a y 40% — oHa pas-
BHUBaeTCs B 0oJiee MO3IHUE TIepHO/Ibl )KU3HU, MIHOTHA BBIsBIIsIETCS aTpodus
3pUTENIBHBIX HEPBOB. MOTYyT OOHapyKHBaThCS APYTrU€ YEPEIHO-JUIICBBIC
aHOMAJIMU: TUIOIUIa3usl BEPXHEH U HUMKHEU HENIIOCTH, aHOMAaJIMM OCHOBA-
HUS Yeperia, TOHKAs BEPXHSS U «BbIBEPHYTasH HUKHSSA TYOBI.

VY G0JIbHBIX MOTYT OBITH HU3KUW POCT, CATUTTAIbHBI KPAHUOCTEHO3,
ku@o3. Onucanel ykopouenue Il u V. mMeTaTap3anbHbIX KOCTEH. Y OOJbHBIX
MOTYT OTMEUAaThCs IYyMOYHBIE TPHDKUA, KOHIYKTUBHAS TiIyxoTa. OmucaHbl
BPOXKJIEHHBIE MOPOKHU cepaua. [IporHo3 nms >xu3Hu npu cuuapome Purepa
ONPEIEIIAETCS TAKECTbIO OCIOKHEHUIA.

Honynayuonnas uacmoma — 1.200000.

Tun nacneoosanuus. ayTocCOMHO-TOMUHAHTHBIN.

Puc. 54. Cunnpom Purepa. TenekaHt, minpokas nepeHoCULia, TUMOIIa3us
BEPXHEH UeII0CTH, BEIBEPHYTas HUXKHSAS ry0a.
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POBEPTCA CUHAPOM
(Terpadoxkomeius ¢ pacuieJJUHON ry0bl 1 HEDA)

Omnmwcan B 1919 1. J. Roberts.

Knunuueckaa xapakmepucmuka. [{ns Tsokenoit GopMbl CHHApPOMA
TUIUYHBI TeTpaQOKOMENHs, JIBYCTOPOHHSS paciiennHa ry0bl u HEOA, TH-
nepTeaopusM, nto3 u Mukpouedanus. [lopaxkenue KOHeUHOCTEH, KaK Mpa-
BUJIO, CHMMETPUYHOE, IIPU 3TOM BEPXHHE KOHEUHOCTH 3aTPOHYTHI OOBIYHO
B OOJIBLIEH CTENEHU, YeM HUXKHHE. TsKeCTh HapyIIeHUH BapbUpyeT OT pe-
JIYKIIUK KOHEYHOCTeH (puc. 55) no poxomenuu. Yaie BCero OTCYTCTBYIOT
KOCTH IIPEAIUICYbS U TOJIEHU, IPUMEPHO B IIOJIOBUHE CIIy4a€B OTCYTCTBYIOT
IPOKCUMAJIbHBIE OT/EIbl KOHEYHOCTEN (IUieueBble U/ OE€IpEHHBIE KOCTH).
JliliHa KOHEYHOCTEH 3aBUCUT OT CTENEeHH rumnoruiazuu. Jljiyuna pyk o0ObI4yHO
BJIBO€ MEHbILIE HOPMBbI, a JJIMHA HOT KOJEOJETCsl OT MOJOBUHBI HOpMallb-
HBIX pa3MEpPOB JI0 MOYTH HOPMAJIBHOM IIMHBL: OTMEYAIOTCS OJMIOAAKTHU-
s (Jalle BepXHsisl), CUHAAKTUIINS, aHKUJIO3bI, KOCOIANOCTh, TUIIOTLIA3Hs
HOI'TEH, U3MEHEHHE JepMaTOrIu(puKU. XapakKTEepHbI peaKUe, CepeOpUcTo-
Oenpie BOJIOCHI, TPEYTrOJBbHON (POPMBI POT, K30 TAIBM, TOIYObIE CKIEPHI,
MUKpOTHaTHs, 1e(hOPMUPOBAHHbBIE YIIHbIE PAKOBHUHBI. 3 Tpyrux nopokos
OTMEYAIOTCSI TUNEPIUIA3U KIUTOPA WM IOJIOBOTO WICHA, KPUIITOPXU3M,
JIByporas MaTka, BPOKICHHbIC MOPOKHU Cepilla, aHOMAJIMU ToYeK (TOoJu-
KHCTO3 WJIM TIOJKOBOOOpa3Hasi Movka), 4epernHO- U CIIMHHOMO3TOBBIE TPbI-
KM, KaTapakTa, IOMYTHEHHE POTOBULbI, IIayKOoMa. BOJbIIMHCTBO neTen ¢
cuHIpoMoM Pobeprca pox1aroTess MEPTBBIMHU WM YMHUPAIOT B HEOHATAIb-
HOM IIEPHOJIE.

Tun nacnedosanusn. ayToOCOMHO-PELIECCUBHBIMN.

Puc. 55. Cunaapom PoGeprca (34-HenenbHbIi 1J101).
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POTO-JIMIE-NAJBIEBOM CUHIAPOM, TUII |

Knunuueckaa xapakmepucmuxa. OTMEUYCHBI yMCTBEHHash OTCTa-
JIOCTh, pacIie/iMHa BepXHEH YeTI0CTH, IMUPOKUI KOPEHb HOCA, MAJICHbKUE
HO3JIpH, TUIIOIIIA3HUs XPsIIed HOoca, CpEeIMHHAs paclieInHa BepXHel ryobl,
n00aBoYHAs TUIIEPIIACTUYHAS y37IeYKa TYOBI, TOIhYATHIN S3bIK, ACHMMET-
pudHas paciienruHa HE0A, CUHAAKTUINS, OpaxXuIaKTHINS, TOJUIAKTIIN,
TU3apTPHs, HEYKITIOXKAs MOX0/IKa, THE3HAS aJIOTICIIHS, TTOJIMKUCTO3 TIOUEK,
MoYeYHas HeJIOCTATOYHOCTh, HEpAaBHOMEPHAsT MUHEPATU3aIHsl KOCTEH KHC-
Teit u cror. ONHUCcaHbl TOPOKH PA3BUTHS TOJIOBHOTO MO3Ta (MUKpoIiehaus,
MUKPOTHPHS, ar€HE3UsI MO30JIUCTOTO Teja), TPeMOop, THAponedatus, Cya0-
poru. Yacto Habmoaercs jierkas yMCTBEHHasi OTCTajIOCTh. [1opaskeHHbIe
IIJI0/IBl MY?KCKOTO TI0J1a ITOTu0arT BHYTpUyTpoOHO (puc. 56, a, 0).

Honynayuonnas wacmoma — 1:50000.

Coomnowenue nonoe — M0:X1.

Tun nacneoosanusn: X-CueryieHHbIA TOMUHAHTHBIN.

Puc. 56. Poto-nuiie-naneiieBoii cuHApPOM, TUIl 1.
a — JICBOYKA 3 JICT ¢ MOCTAaKCUAIBbHOMN MOJMIAKTHIINEH KUCTENH U CTOII
W CpeMHHOM TICeBAOpaCIIECTNHOM; O — Ta ke JIeBouka B 15 Jer.
Onuro1oHTHSI, aHOMAJIbHOE YKOPOYEHHUE TAJIbIIEB KUCTEH.

PYBUHIITENHA-TEVMBU CHHAPOM

Omnmwcan B 1963 r. J. Rubinstein u H. Taybi.

Knunuueckaa xapaxkmepucmuka. OCHOBHBIMU TpPU3HAKAMU CHH-
JpoOMa SIBJISIFOTCSI OTCTaBaHUE TCUXO(PU3UUECKOTO PA3BUTHSI, JAUCIUIA3HUS
JUIA, AaHOMAJIMK Pa3BUTHS MaTbIEB. Y 94% OONBHBIX POCT HUKE CPEIHE-
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ro. KocTHbIil BO3pacT 3HAYUTEIBHO OTCTAET OT macnopTHoro. OTMmedaercs
ymcTBeHHas otcranocth (100%) (B OOJBIIMHCTBE CllydaeB — TIIyOOKas
oJuropenus, 3aJep>;kka MOTOPHOTO U peueBoro pa3putus). Komruiekc ye-
PEIMHO-JIMLEBBIX JAUCTIPONOPUUNA BKIOYACT MHUKpoIe(annio, OOJIbIION U
MO3/THO 3aKPBIBAIOIIMICS POJHUYOK, BBICTYIAIOIINMA JIOO C HU3KUM POCTOM
BOJIOC, TPUIIOJHATHIE AYrooOpasHble OpOBH, aHTUMOHTOJOWIHBIA paspes3
1J1a3, MUAPOKYI0 TIEPEHOCHUITY, JUTMHHBIC PECHUIIBI, TITO3, IMUPOKYIO CIIUHKY
HOCa, 3arHYTHIA KHU3Y KOHYHMK HOCA (KIFOBOBUIHBIN HOC), THITOTHIA3UIO
KPBUIBLEB HOCA, TPUMACy, HAalIOMUHAIOMIYIO YIbIOKY. CO CTOPOHBI TJia3 OT-
MEYaIOTCsl KOCOTJla3ue M aHoOMaiuu pedpakiuu. YIUIHbIE PAKOBHHBI Jie-
(OopMHpPOBaHbI, YMEHBILIEHbI WA YBEIUYECHbI. AHOMAINH HaJIbLIEB 3aKIIIO-
YaloTCs B PACIIMPEHUH, YKOPOUCHHUH U YIUIOIIEHUH HOTTEBBIX (aiaHr mnep-
BbIX nainblieB kucted u crom (100%), BamerycHoi nedopmaupu Mexda-
JIAHTOBBIX CYCTaBOB, YJIBOGHUM HOTTEBOW (DajlaHFU MEPBHIX HAIIBILIEB CTOIL.
OTMmeyaroTcs Takke J10p/103, KuQo3, CKOJIN03, aHOMAJIMK TPYJIMHEI U pedep,
YIUIOIIEHUE KPhUIbEB Ta30BBIX KocTel (puc. 57, a,,0, B, T):

Honynayuonnasa yvacmoma — ot 1:25000 g0 1:30000.

Tun HAC1e006aHUA’ IIPEANIOIOKUTEIBHO ayTOCOMHO-
JTOMUHAHTHBIHN.

Puc. 57. Cunnpom Pybunimreitna—Teitou.
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CUHIJAKTNJINA

Knunuueckaa xapakmepucmuxa. CUHIAKTUAIUS — 3TO CpAILCHHE
HajableB. BBIAEIAIoT 5 THIIOB CUHIAKTUIINM.

| Tun (3uromakTHIIMA) — YAaCTUYHOE WM ToiHOe cpaiieHue I u
IV mansues kucrteit u 11 u Il mansies crom (puc. 58, a, B). [lepenonku mo-
T'YT OBITh U MKy IPYTUMU TAJIbIIAMHU.

Il Tun (cunnonupaktuius) — cpamenue I u IV nansues kuerei B
coueranuu ¢ ynsoenueM |V nanpua. Ha cronax cpawens! 1V 'u V nanbupl
¢ yaBoeHueM V.

Il tun (cuamakTunust 1V u V) — 00BIMHO MOJTHAS W JABYCTOPOHHSIS
(puc. 58, 0). V maner KOPOTKUH, C OTCYTCTBYIOIICH MM PYTUMEHTAPHOM
cpenneit dananroit. CTonsl 0OBIYHO HE MOPaXKEHBI. ITOT TUIT BCTPEUACTCS
IIPU T1a30-3y00-KOCTHOM JTUCTIIA3HH.

IV tun (tun [Naaza) — noyHas ABYCTOPOHHSISE KOXKHASI CUHIAKTUIIMS.
Kucts noxkkoo0paznoit hopmbl. CTOIBI 00BIYHO HE MOPAKEHBDI.

V TUIl — CUHAAKTUIMS B COUYETAHUU CO CIMSHUEM MeTaKapHalbHBIX

u Metatap3ainbHbIX kocter (00b1uHO -1V wmu IV=V). Ha kuctsax koxHas
ckiiazika yarmie Bcero Berpeuaercs mexay Ml u 1V nansuamu, a Ha cTonax —
mexay I u Il

Honynayuonnas uacmoma —ot 1:2500 no 1:3000.
Tun nacneoosanusn. ayToCOMHO-AOMHUHAHTHBIN.

Puc. 58. Cungaktunus: a — nonHas cuaaaktuaus [II-1V manpues kucTei;
0 — monHas cuHAakTHiIng [V—V manbneB KUCTEN, B — 4YaCTUYHAS CHHIAK-
tinua [1-111 manenes cTombl.
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CHUHJIPOM FFU
(Femur Fibula Ulna syndrome)

Knunuueckaa xapaxmepucmuka. HabmogaeTcss yKopoueHHe Ma-
7100ep110BOi, OeIPEHHOM, JIOKTEBOM KOCTEH, a MHOT/Aa Ja)Xe MOJTHOE OTCYT-
CTBHE KOHEYHOCTEH. YKOpOUdeHHE OeJpEHHBIX KOCTEH CO37aeT BredaTiie-
HUEe M30bITKa KOXHM Ha Oenpax. [lpm OTCyTCTBMU BEpXHHX KOHEUHOCTEH
XapaKTEpHBIM MPU3HAKOM CHHAPOMA CIIY)KHT BIABJICHUE KOXKH, CXOIHOE
110 BHEITHEMY BUY C MOCJIE aMITyTaIllHOHHBIM; JIONAaTKa ¥ KIKOYUIA Pa3BH-
ThI HOPMaJIbHO. J{e(heKThl KOHEUHOCTEH B OOJBIIMHCTBE CTyYaeB aCUMMET-
puunsl (puc. 59). BepxHrue KOHEYHOCTH MOPAXKAIOTCS Yallle, YeM HIDKHUE.
[IcuxoMOTOpHOE pa3BUTHE COOTBETCTBYET BO3pacTy. AHOMAaIWK BHYTPEH-
HHUX OPTaHOB BCTPEUAIOTCS PENIKO.

Tun nacnedosanus HEN3BECTEH.

Puc. 59. Cuaapom FFU.

CMHUTA-JIEMJIN-OIIUIIA CUHIPOM

Bmepsbic onucan B 1964 r. D. Smith ¢ coasr.

Knunuueckaa xapaxmepucmuka. TUnMyHbIE CUMIITOMBI — HU3KHE
Macca u anuHa Tena npu poxaenuu (100%), Mukpouedanus ¢ pa3aMdHbI-
MU AepopMalsIMu dyepena, y3Kuil 100, 1eopMUpOBaHHbIE U HU3KO pac-
MOJIO’KEHHBIE YIIIHBIE PAKOBUHBI, MTO3, MUKAHT, KOCOIJIa3He, KOPOTKUN
HOC C IIMPOKUM KOHYHUKOM U OTKPBITHIMU BII€pPE] HOZAPSIMHU, MUKPOTHATHUS
(puc. 60) v MIMPOKUIT ANBBEOJSIPHBINA Kpall BEpXHEH YeIFOCTH, PACIIeIHHA
HEOa. M3 aHOManmii KOHEYHOCTEH OTMEUAIOTCS KOXKHAsi (PEIKO KOCTHAas)
cunnaktuius |1-1ll cron, monmaakTuius KUCTEN U CTOM, UHOTAA YKOpOUe-
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Hue | manpieB cTom, KOCOJaNocTh, BEIBUX Oeapa, (DJIEKCOPHOE MOJI0KEHHUE
naybleB pyk (mpuuem npu cxatun kucty |l maner HakmagsiBaetcs Ha 1),
norepeyHas JIaJIoHHasi CKJIaJKa, YBeJIMYeHUE rpeOHEBOro cuera Ha Malb-
nax pyk. Ormeyarorcst usmeHeHus Ha D901, akpormano3 koHeuHocTen. Ha-
0JII01at0TCSl BPOKJEHHBIE MOPOKHU CEPJIlla, aHOMAIUU MOYeK (TIOJMKHUCTO3,
ruaApoHedpo3, YABOCHUE JIOXaHOK, aHOMAJIUU MOYETOYHHKOB), aHOMAJIUH
JIETKUX, TaXOBBIC TPHDKH, THMOILIA3MUs TUMyca. Bce G0ipHBIE YMCTBEHHO
OTCTAJIbIE.

Puc. 60. Cuaapom Cmurta—Jlemnu—Onuia. OCOOCHHOCTH JIUIIA.

Honynayuonnas uacmoma: 1:20000.
Tun nacnedosanun’ ayToCOMHO-PEIICCCUBHBIN.

OETAJBHBIN AJTKOTOJIBHBIN CHHIPOM
(ankoroyibHasi 3MOpHOpeTONATHS)

Knunuueckaa xapaxkmepucmuka. OTMedaroTCsi HHM3KHE Macca U
JUTHHA TeJla TIPU POKJICHWH, YMEPEHHO BhIpaKEHHAss MHUKpoliedanus, smu-
KaHT, MaJICHbKHE TJIa3HbIC IIEIH, TO3 U MUKporenus (puc. 61, a, 6). Xa-
pPaKTEepHBI CKEJIETHBIC aHOMAIMK (BOPOHKOOOpa3Hasi TpyaHasl KJIETKa, YKO-
poueHue M UCKpHUBJICHHE V TalblIeB, BPOXKIACHHBIN BHIBUX Oepa, OrpaHu-
YCHHAs MMOJIBUYKHOCTh CYCTaBOB), OPOKH cepna (Jamie aedext Mexnpe/-
CEpIHOM TIEPETOPOJIKH ); KPUNTOPXU3M U TUIIOTUIA3HSI MOIIIOHKH;, YMCTBEH-
Hasl OTCTANOCTh (cpeaHuil koapduiueHt unremnexkra — 63). CUHIPOM BbI-
3BaH yHnOTPEOJICHHEM aJIKOT0JIs BO BpeMsi OEpEMEHHOCTH.
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Puc. 61. OcobenHocTu Jimiia npu GpeTaaibHOM ajIKOT0JIbHOM CUHAPOME.

®ETAJIBHBIV THIAHTOUMHOBBIN CHHAPOM

Knunuueckaa xapaxmepucmuka. Habmonaercs y matepei, mpu-
HUMAIOUIMX BO BpeMs OepeMEHHOCTH-HPOTHUBOCYAOPOKHBINA Ipernapar r'u-
nanTonH. OTMedaroTcsl TUOTPOMUs, YMEPEHHO BbIpaXKeHHasi MUKpoleda-
JMs, 3aJIep>KKa ICUXOMOTOPHOIO pa3BUTHs. UepenHo-nuueBbie AU3MOp U
BKJIFOUAIOT KOPOTKHUM HOC C IIMPOKOM TJIOCKOW MEPEHOCULIECH, SMUKAHT,
YMEPEHHBIN TUNEPTEIOPU3M, TITO3, KOCOIIIa3ue, MaKpoCTOMUIO. OnucaHsbl
TaK)Ke€ KOpPOTKas 1es ¢ KPbUIOBUAHBIMHU CKIIAJIKAMU, paculelrHa ryObl U
HEOA, TUTIOTUTA3HS TUCTATBHBIX (haaHT U HorTel (puc. 62, a, 0).

a 0
Puc. 62. ®deTanbHblil THIAHTOMHOBBIM CUHIPOM.
KopoTkuii HoC, MaKpOCTOMUSA, KOPOTKASI €.
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POUBPO3HAA JUCIIVIA3ZUA ITOJTMOCTOTHYECKAS

Knunuueckaa xapakmepucmuxa. Knaccuueckyro Tpuaay INpU3Ha-
KOB COCTaBJISIIOT MHOKECTBEHHasi (puOpo3Hasi AMCIIa3us, MUTMEHTALUs
KOXHU M IPEXACBPEMEHHOE I0JI0BOE co3peBaHue. llopaxenue ckenera
OOBIYHO ACUMMETPUYHOE U MOXET OBITh €AMHCTBEHHBIM MPOSIBICHUEM 3a-
OoneBaHus. PEHTTeHOIOTHYECKH B KOCTSAX OOHAPYKUBAIOT HEOJAHOPOHBIC
YYACTKH Pa3peKEHUN C ICEBIOKHCTaMU. l[loBpexneHus MMeEKT CerMeH-
TapHOE pacIpeiejieHe U MOTYT 3aTparuBath JIIOObIC YaCTH CKeJeTa; Hau-
0oJee 4acTo MOpPaXaroTCsd KOCTH HUKHUX KOHEYHOCTEW, peXe — BEPXHUX
KOHEYHOCTEH M OYEHb peaKo — yeperna. Bo3MoxkHbI geopMaliii U yBEU-
yeHue uepemna. Y 70% O0JbHBIX OTMEYAIOTCSI aCUMMETPUYHOE YKOPOUECHHE
HIDKHUX KOHEYHOCTEH, XpOMOTa, MepesioMbl, 00JIU MPU XOAb0€, UCKPUBIIE-
HHE MOPAXEHHBIX KOCTEH, (POPMHPOBAHHE JIOKHBIX CycTaBOB (puc. 63).
M3penka npoUCXOIUT IEPEPOKICHUE YYACTKOB JUCIIA3UU B CaAPKOMY.
BcenenctBue gpuOpo3HON QUCIUIa3uM yepena MOLYT CHUKAThCA 3pEHUE U
ciyx. Cpa3y mocie poKIeHHs Ha KOXe OOHAapyKUBAIOTCSI KOPUUYHEBBIC
IIUTMEHTHBIE TSITHA ¢ HEPOBHBIMU OYEPTAHUAMM, JIOKAIU3YIOIIHUECS, KaK
paBuiIo, B 00JIaCTH KOCTHOM MaTOJOT UK.

PacnpocTtpaneHne msaTeH OAHOCTOPOHHEe cerMeHrtapHoe. Ilpexne-
BPEMEHHOE IOJIOBOE CO3PEBAHHME BCTPEUYAETCS NMPEUMYIIECTBEHHO Y JI€BO-
yek. B merctBe pocT yckopeH. PoCT B3pOCIbIX HOpMaIbHBIN WA HECKOJIb-
KO HHUJKE CPEJHETO.

Yacro pazBuBaroTcs AUPGY3HBIH WM Y3JI0BaTHIM 300, YMEpEHHBII
runepTupeos. Berpevaercs Auciazus napaluTOBUAHBIX JKEJIE3.

Coomnowenue nonog —M1:X1.

Tun nacnedoéanus HEN3BECTEH.

Puc. 63. ACuMMETPUYHOE YKOPOUECHHUE HUKHUX KOHEUHOCTEM,
UCKPHUBIIEHUE TOPAKEHHBIX KOCTEH.
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®POHTOHA3AJIBHASA TUCILJIA3USA
(CHHApPOM CpeIMHHOM pacCHIeJUHbI JIUIIA)

Briepsbie ormcan B 1967 1. W. De Myer, B 1970 r. — H. Sedano ¢ coasr.

Knunuueckaa xapakmepucmuxa. TUINYHBI TUTIEPTEIOPU3M U JIE-
(GEeKThl CPEIUHHBIX CTPYKTYp Yepera, BapbUPYIONMIME OT CKPBITOM paciie-
JIMHBI KOCTEW uepemna J0 MO3roBOM Tpblku. OTMedaeTcsi KIMHOBUIHBIN
pocT BoJIoc Ha JOy («MBIC BIOBBI»). B 3aBHCHMOCTH OT BBIPQKCHHOCTH
pacIIeMHBI KOCTEH deperna pa3andaroT 3 GopMbI JUCTIIA3UH;

1) rumeprenopu3M, NIMPOKOE OCHOBAHWE M CKPBITAS PACIICITHHA
HOCa, MHOT/Ia C Pa3IBOCHUEM ero KOH4YuKa (puc. 64, a);

2) TUIEPTEJIOPHU3M, HIMPOKOE OCHOBAHWE HOCA M OTKPBITAs paciiie-
JuHa Hoca U TyObl. Bo3morkHa paciienuna Héba (puc. 64, 0);

3) ToTaNbHas paciiejrHa HOCa, OTCYTCTBHE KPBUIbEB Hoca, nedop-
Mallys r1a3HulL.

B psge caywaeB BcTpeudaroTcs Opaxunedanus, MUKpO(dTaIbMus,
AIUKAHT, BPOKJECHHAS KaTapaKTa, HU3KO PacIOJIOKEHHbIC YIIIHbIE PAKOBU-
HbI, THOTJIa — IPOBOSIIAS TJIyX0Ta, KPUITOPXU3M.

B 20% cnyuyaeB HabmogaeTcss YMCTBEHHAsI OTCTAIOCTh CpeaHEN Tsi-
KECTHU.

Honynayuounas uwacmoma_  tsoxensix dopm — ot 1:80000 mo
1:100000.

Tun nacnedosanusn HEeV3BECTEH.

a 3]

Puc. 64. ®poHTOoHa3a/IbHAS AUCILIA3US: @ — CKPbITasi paclieInHa HOCa;
0 — OTKpHBITas pacliearnHa Hoca U TYOBbI.
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XOHAPOAUCTPO®USI HOBOPOKJTEHHBIX
C NIOJINJAKTUJIMEN, TUII |

3aboneBanue onucano B 1972 r. R. Saldino, C. Noonan.

Knunuueckaa xapakmepucmuka. Bepxaue 1 HIKHUE KOHECUHOCTH
PE3KO YKOPOYEHBI;, TPYyAHAS KJIETKA y3Kas M3-3a KOPOTKUX pedep, UIYIIHIX
TOPU3OHTAILHO; JKUBOT O0ibIION. OTMEYArOTCS TOMUIAKTUINS CTOH M
KHCTEH, BapyCHas WM BaJIbIryCHas Aedopmarus cTom. BeTpedaroTes mopo-
KM CEepJIla U KPYIMHBIX COCYNIOB (Yallle BCETO TPAHCHO3UIUSL KPYITHBIX CO-
CyZIOB), aHOMAQJIMM TIOYEK (TTOJMKHUCTO3, TUIIOTUIA3MUsl, arcHE3Us), aTpe3us
WM CTEHO3 JKETyIOYHO-KHIIEUYHOTO TPAKTA, HETIOJHBIM TMOBOPOT. KHUIIICU-
HUKa, TUIIOCIIAUsI, aTpe3usl BJIarajviia. XapaKTepHbI YMEpEHHas THUIIO-
Tpodusi, oreku. Bee OosbHBIE CTPAArOT TSAKEION JTBIXATEIbHOW HEI0CTa-
TOYHOCTBIO, KOTOpasi 4acTo ObIBaeT MPUYMHONU CMEPTH BCKOPE MOCIE POXK-
nenusi. Hepenku mepTBOpokIeHUs. PEHTT€HOMOTMIECKH BBISBISIOT KOPOT-
KU€ TOPU3OHTAIbHBIE pedpa, MaJICHbKUE JIOMATKH, YKOPOUYECHHE JUIMHHBIX
TpyOUaThIX KOCTEH, n3MeHeHus hopMbl MeTapu3oB (puc. 635, a, 6, B, I).

Tun nacnedosanusn. ayToCOMHO-PEIIECCUBHBIMA.

r o

Puc. 65. Xonapoauctpodus HOBOPOKACHHBIX C MOTUAAKTUINEH, Tl |.
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XOHAPOIKTOJAEPMAJIBHASA JUCIIVIA3UA

3aboneBanue onucaHo B 1940 r. R. Ellis u S. Creveld.

Knunuueckaa xapaxmepucmuka. Hu3kuil poct, CUMMETpUYHOE
YKOpOUYCHHE KOHeuHoCTeH (puc. 66, a, 0), B OCHOBHOM 3a CUCT JTUCTAIBHBIX
OTAEJIOB — MPEAIICUN, TOJICHEN; TIOCTAKCUATbHAS TMOJUIAKTUINS KACTEH,
uHoraa nomuaakTmms ctor (10%) (puc. 66, B, T). X0opoIimo pa3BUTH 100a-
BOYHBIC TABIBL. [IpokcuManbHbIe (DalaHTH JUIMHHEE, YeM CPEIHUE WU C-
TajgbHbIe. [lOCTOSTHHBIC MPU3HAKKA CHHIPOMA — TUTOTUIA3MSL WUIH aruia3us
HOTTEH; ajoNenus WiN PEIKHue, JOMKHE BOJOCHI, 3yObl HOBOPOKICHHBIX,
YaCTUYHAs aJOHTHS, MEJKHE, PAaHO BBIMAJAIOIINE 3YObI HEMPaBHILHON
dbopmbl (puc. 66, 11); KOpOTKass BEPXHSs T'y0a; KOPOTKas WA HOOABOYHAS
y3JIe4Ka; paciiesiiHa IyObl U ajJbBEOJISIPHOTO OTPOCTKA BEPXHEH HEIIIOCTH.

OKO0JI0 TIOJIOBUHBI OOJIbHBIX MMEIOT MOPOKHM Cep/illa, Yalle BCEro —
nedeKT MEXMNpPeCepAHON MEePEropoJiIKiu. PEeHTreHOMOTHYECKU BBISBISIOT
3aMeJICHHOE Pa3BUTHE sJIep OKOCTEHEHHUS B JIJIMHHBIX TPyOUaThIX KOCTSX,
MHOKECTBEHHBIE DK30CTO3bI, BAIBIYCHYIO AedOpMaIMIO TOJEHEH, KOPOT-
KyI0 TPYJIHYIO KIIETKY, Tpex3yOuaTyro KOH(UTypauuio BEpPTIYKHOU BIa-
JIMHBI, TUIOIJIA3UI0 BEPXHEN JaTepaIbHOM YaCTH O0JbIIeOepIIOBOM KOCTH.
Bo03MOXHBI TIpOrHATHS, CHHAAKTHINS, YMCTBEHHAs! OTCTAJIOCTh, TOJIOBOM
WH()AHTUITN3M, SITHACTIA TS

Tun nacneooeanusn. ayTOCOMHO-PELECCUBHBIM.

a r

Puc. 66. XonaposkToaepMalibHasl TACIIIA3HSL.

76


http://www.urologi.ru/books/images/tmp4795-223.jpg

XPOMOCOM XXY CUHIAPOM
(cunapom KnaitndennTepa)

Omnmucan B 1942 r. H. Klinefelter ¢ coasr.

Knunuueckasa xapakmepucmuxa. bonbHbIE BBICOKOTO pocTa ¢ He-
IPOTIOPIIMOHAIFHO JUTMHHBIMU KOHEYHOCTSIMH. B IETCTBE OHM OTIUYAIOTCS
XPYIKHM TEJIOCIOKECHUEM, a Y B3POCIIBIX pa3BUBaeTcs oxupeHue. Kiaccu-
YEeCKHUM JUIsi OOJNBHBIX ¢ cuHapoMoM KimaliHdenbrepa sBIsSeTCs CBHYXOU/I-
HOE TEJIOCTIOKECHHE C JUTMHHBIMHA HOTaMH, Y3KUMH IICUaMU H y3KAM Ta30M,
TaKOW THIT CTPOCHUSI BCTPEUACTCS JIMIIb Y MOJIOBUHBI OOJBHBIX. B wactu
CIIy4aeB TEJOCIOXKCHHE OKa3bIBACTCSI HOPMAIbHBIM, HMHOTIA OTMEYACTCs
eBHYXOHUIHOE OTJIOKECHHE JKHpa Ha Oelpax, TpyIu U HIKHEH 9acTH KHBO-
Ta. OTJIMYUTENBHBIN MPU3HAK CUHAPOMA — TUIIOILIA3HS SIMUEK M TIOJIOBOTO
yjieHa. BTOpuYHBIE MOJOBBIE NMPHU3HAKU PA3BUTHI C1a00, MOTYT HalIro-
JaThCsl OBOJIOCEHHME IO JKEHCKOMY TuIy, ruHekomactus (50%) (puc. 67,
a, 0). XapakTepHbl CHIKCHUE TIOJIOBOTO BIICYCHHS, MIMITOTEHIINS U OECILIO-
nve. Bo3mMoxHbI Opaxuiiedanus, HU3KUI POCT BOJIOC Ha 3aThUIKE, HEOOIb-
mue AeopManuy YIIHBIX PaKOBHH, MONEpeYHas Jal0OHHAs CKJIalKa, CKO-
JIM03, HEBPOJIOTUYECKUE HAPYILIECHUS — CYAOPOTH, aTakcus, TpeMop. Y 15—
20% OonpHBIX KOd(PuumenT mHTennekta Hiwke 80. Cpemu OOJBHBIX C
cuaapomoM KnaitHdenprepa MHOTO-QJIUTO(PEHOB, OHAKO CYUTATH YMCT-
BEHHYIO OTCTaJOCTh MOCTOSIHHBIM MIPU3HAKOM CHHIPOMA HENb3s. Y 00Jb-
IIMHCTBA OOJIBHBIX OJUTO(QPEHMS BhIpAXKECHA CPABHUTEIILHO HEPE3KO — B
CTETICHU JIETKOH JICOMITbHOCTH.

a

a
Puc. 67. Cuanpom Knaitnpensbrepa.
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bonbubie ¢ cunapomom KnaitHdenbTepa peako MoaydaroT BbICHIEE
oOpa3oBaHU€, OHM MPAKTHUYECKHM HE CIOCOOHBI K TBOPUYECKOMY TPYAY.
BOoabIMIMHCTBO TaKMX JIMIl OKAaHYMBAIOT TEXHUUYECKHE YUMUIIUIA U OBJIAJIE-
BaIOT KaKOW-TMOO CHENUaIbHOCThIO, HE JIOCTUTasl, OJJHAKO, BHICOKOM KBa-
mudukaru. OHU KUCIIOJHUTEINbHBI, TPYAOIIOOUBDI, JUCIUIUIMHUPOBAHHBI.
Bonbuble ¢ Oonee riryO0Koil CTENEHbI0 HHTEIUIEKTYaIbHOTO Ae(PeKTa MOTYT
OOHapy>KHUBaTh s MCHUXOMATOJOTUICCKAX MPU3HAKOB: OHU MHUTEITBHBI,
CKJIOHHBI K QJIKOTOJIM3MY, CIIOCOOHBI COBEPINATh Pa3IMYHBIC HPABOHAPY-
IICHUS.

Honynayuonnas wacmoma — 1:500-600 manpumkoB. Jetu ¢ cuH-
npomom KiaiftHdenbTepa yaiie poKJIarTcs Y KEHIIUH CTapIluX BO3pacT-
HbIX rpyni. CpeaHuilt Bo3pacT MaTepeil mpu pokIeHUN peOeHKa C KapHo-
tunom 47, XXY cocraBuia 32,3 roja.

Coomnowenue nonos — M1:KO0.

INEPEHIEBCKOI'O-TEPHEPA CUHJIPOM
(MoHOCOMU#A 110 X-XPOMOCOME)

BriepBrie 3Ta O0NIe3Hb Kak HACJIEACTBEHHAs Oblla omucaHa B 1925T.
H.A. [llepemnieBckuM, KOTOpBIM CUMTAJ, YTO-OHA OOYCIIOBJIEHA HEAOPa3BU-
THEM TIOJIOBBIX JK€Jie3 W TepeaHed MoIu runodu3a U COYeTaeTcs C BPOXK-
JICHHBIMH TIOpOKaMu BHyTpeHHero pazutusi. B 1938 r. V. Tépnep Bbimenmn
XapakTEepHYIO ISl STOTO CUMITOMOKOMIUIEKCA TPUAay CHUMIITOMOB: TIOJO-
BOM MH(pAHTUIN3M, KOXKHbIE KPBUIOBUIHBIE CKJIAJKH Ha OOKOBBIX MOBEpPX-
HOCTSIX LIeH U Je(OopManuio JOKTEBBIX CYCTaBOB. JTHOJOTHs 3a00J€BaHUS
(MoHocoMus 1o X-xpomocome) Obuia packpbita U. @opaom B 1959 1.

Knunuueckasa xapakmepucmuka. YeTkon CBSI3M BO3HUKHOBECHUS
cu"apoma TEpHepa ¢ BO3pacToM M KaKUMHU-ITHOO0 3a00JI€BaHUSMH POJUTE-
jeil He BbIsABIEHO. OJIHAKO OEPEeMEHHOCTH OOBIYHO OCIJIOKHSIFOTCSI TOKCH-
KO30M, YI'pO30ii BBIKHIBIIIA, @ POl YACTO OBIBAIOT MPEXKACBPEMEHHBIMU U
MaTOJOTUYECKIMHU,

Y aMOpuOHa TEpBUYHBIC TOJIOBBIC KIETKHU 3aKJIAIBIBAIOTCS TIOYTH B
HOPMAJILHOM KOJIMYECTBE, HO BO BTOPOM TMOJIOBHHE OEPEMEHHOCTH MPOUCXO-
JIUT UX ObICTpasi HHBOIIOIMS (0OpaTHOE Pa3BUTHE), K MOMEHTY K€ POXKICHUS
pedeHKa KOMYeCTBO (hOJUTMKYIJIOB B SIMUHHKE 110 CPABHEHHIO C HOPMOW PE3KO
YMEHBIIICHO WJIM OHH MOJTHOCTHIO OTCYTCTBYIOT. DTO MPUBOIUT K BBIPAKEHHOMN
HEJIOCTaTOYHOCTH YKEHCKHX TOJIOBBIX TOPMOHOB, IIOJIOBOMY HEAOPA3BUTHUIO, Y
OOJIBIIMHCTBA OOJIBHBIX — K MIEPBUYHOI aMeHOpee (OTCYTCTBUIO MCHCTpPYAIHiA)
u Oecrutonuio. Bo3HuKIIME XpOMOCOMHBIE HApYLICHUS SIBJIAIOTCS MPUYUHON
BO3HHKHOBEHHSI IOPOKOB pa3ButHs (puc. 68, a, 0, B).

IlomoBoe HenmopasBuTHe mpu cUHApoME TEpHEpa OTIMYaeTCs OIpere-
JIeHHbIM cBoeoOpazueM. Hepeakumu npusHakaMul SIBISIFOTCST repoaepMust (Ia-
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TOJIOTMYECKasi aTpousi KOXKM, HATIOMHHAIOIIAS CTApYECKyI0) U MOIIOHKOOO-
pasHbIii BUJT OOJIBIIMX MOJIOBBIX TYO, HEOPA3BUTHE MANIBIX MOJIOBBIX Ty0. Mo-
JIOYHBIE YKeJe3bl Y OOJIBIIMHCTBA OOJBHBIX HE Pa3BUThI, COCKM HU3KO Pacriofio-
eHbl. BTopryHOEe OBOJIOCEHHE TMOSBIISICTCS] CIIOHTAHHO M OBIBAET CKYTHBIM.
Marka Henopassura. [Ipu cunapome T€pHepa oTMedaeTCsi CKIOHHOCTh K TIO-
BBILIECHUIO apTEPUATIBHOIO JABJICHUS Y JMLl MOJIOZAOIO BO3pAcTa U OKHUPEHMUIO C
HapyIIeHUeM MUTaHuS TKaHeHd. J[s OONMBHBIX XapaKTepHBI HU3KHHA POCT (HE
Oonee 145 cm), HEMPABIITLHOE TEJIOCIIOKEHNE, O0YKO0Opa3Hast TpyAHAT KIETKA,
YKOPOYEHHUE e, HU3KUM POCT BOJIOC HA I1IE€, KPHUIOBUHBIE CKIAIKU KOXU B
obnactu 1meu, nedopmarys YImHbIX PaKOBHH, Ae(opMariyst JJIOKTEBBIX CYCTaBOB,
TIOPOKH CEep/ILia U KPYITHBIX cocynoB. [IpeoOiagaeT yMCTBEHHAsS OTCTAJIOCT.

[Iporno3 ans *ku3Hu Tpu cuHApoMe TEpHepa OIaronmpUsTHBIN, HC-
KJIFOUEHHUE COCTABIISIOT OOJBHBIE C TSHKEJIBIMU BPOXKICHHBIMU TOPOKAMU
cepAla U KPynHbIX COCYA0B ¥ IOUYEUHON TUIIEPTEH3UEH.

Honynayuonnas uacmoma — 1:1500 HOBOPOXKICHHBIX.

6 |

Puc. 68. Cunapom llepemeBckoro—TEpHepa.

HITYPI'E-BEBEPA CUHIAPOM

Knunuueckaa xapakxmepucmuxka. Knaccuyeckas ¢popma ¢ Tpuaaou
CUMIITOMOB (aHTHMOMBI KOKH, MO3ra U OpraHa 3peHus) BcTpedaeTrcsi B 15—
17,5% cmydaeB. KoxHbie aHTHOMBI JIOKQTU3YIOTCS, KaK MPaBUjio, B obiac-
TH NIEPBOM WJIM BCEX TPEX BETBEH TPOMHUYHOI'O HEPBA, IPEUMYILECTBEHHO
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C OJIHOM CTOPOHBI, B BUJIE IISATEH OT PO30BOTrO 0 MypPIypPHO-KPAaCHOIO IIBE-
Ta (puc. 69, a, 6). CocyTUCTBIi HEBYC MOXKET PaCIOIaraThCs Ha KOKE IIEH,
TYJIOBUILIA, KOHEYHOCTEH, MHOI1a OH ObIBaeT ABYCTOpOHHUM. llopaxeHue
IJ1a3 MPOSIBIISIETCS aHTMOMATO3HBIM MEPEPOKICHUEM COCYAUCTON 0005104-
KU, Yalle Ha CTOPOHE KOKHBIX aHTMOM; BO3MOXKHA BTOpUYHAs TJIayKOMa.
HeBponoruueckue u3MeHEeHUs — CYA0POKHbIE MPUITIAIKH, TEMUIUIETUH, Te-
MUIIape3bl — 00YCJIOBJIEHBI AHTMOMATO3HBIM IMOPAKEHUEM COCYAMCTOW H
MSTKOH MO3TOBBIX 000JI04€K, 0OCOOEHHO B 3aThIJIOYHOM U BUCOYHOMN 00JIac-
TAX, @ TaKKe BTOPUYHOW aTpoueil W CKICPO3UpOBAHUEM. KOpPHI MO3ra.
Bo3mokHa ymcTBeHHast 0TcTanocThb. Cy0p0OKHbIE TIPUCTYIIBI HOSBIISIOTCS
B Bo3pacte 1-2 nmer. MHorna HabmonarTess MUKpoLeQains ¢ yMEHbIIECHU-
€M pa3MepoB uepena Ha CTOPOHE MOpakeHHUs, Kojlo0oMa paly XK1, aHOMa-
JIMU YIIHOM pakoBUHBL. [I0pOKM BHYTPEHHUX OPIaHOB PEAKU.
Tun nacnedoéanus HEN3BECTEH.

a

Puc. 69. Koxubie anruomsl npu cunapome Lltypre—Bebepa.

ABAPACA CUHAPOM
(cunapom Tpucomum 18)

Onwucan B 1960 roxy /Ixxonom Dasapacom (John H. Edwards).

Knunuueckaa xapakmepucmuka. CuHapoM tpucomuu 18 — xpomo-
COMHOE€ 3a00JIeBaHME, XapaKTEpPU3YIOLIEeCs KOMIUIEKCOM MHO>KECTBEHHBIX
HOPOKOB Pa3BUTHS U TpUcoMHEN 18-i1 XpoMocoMBl. JleTn yaie pokaatoTcst y
MOXKMJTBIX MaTepel, ¢ HU3KuM, B cpeanem 2177 r, Becom. [Ipu sTom mmrens-
HOCTb OEpeMEHHOCTH HOpMallbHasi UJIH JIaKe MpeBbIIaeT HopMy. DeHOTHITH-
YeCKUe TPOSBIICHUSI CHHIpOMa DJBapjica MHOrooopasHsl (puc. 70, a). Yarie
BCEr0 BO3HMKAIOT aHOMAJIMK MO3TOBOIO U JIMIIEBOTO YEpera, MO3TOBOU Yepell
umMeeT Jonuxoredanmueckyio popmy. HIbKHsS 4emrocTs 1 pOTOBOE OTBEPCTHE
MaJieHbKue. | a3Hble menu y3Kue U KOpPOTKUE. YIIHbIE paKOBUHBI 1ehOopMU-
POBaHbI U B MOJABIISIONIEM OOJBIIMHCTBE CITy4aeB PACIONIOKEHbI HU3KO, He-
CKOJIbKO BBITSIHYThI B TOPU30HTAJIBHOM IJIOCKOCTH. MOUKa, a 4acTo U KO3EJ0K
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OTCYTCTBYIOT. Hapy»HbIi1 CIIyXOBOM INPOXOJ CY>KEH, MHOIZIA OTCYTCTBYET.
['pyaviHa KOpOTKasi, U3-3a 4Ero MeKpeOepHbIC MPOMEKYTKH YMEHBIICHBI U
rpyJaHas KJIETKa mMpe U Kopoue HopMaibHOU. B 80% cimydyaeB nabmonaercs
AHOMAJILHOE PA3BUTHUE CTOIBL: MATKA PE3KO BBICTYIAET, CBOJI MPOBUCAET (CTO-
na-kayanka) (puc. 70, 6), 601IbI1I0# Majel yToeH U yKopodeH. 3 nedekton
BHYTPEHHMX OpPTaHOB HAMOOJIEe YacTO OTMEYAIOTCS MOPOKH CEepAla U KpPyIi-
HBIX COCYIOB: Ae(DEKT MEXIKEITyJOYKOBOH TEPETOPOJKH, aIlIa3ud OIHOU
CTBOPKH KJIAITAHOB a0PTHI M JISTOYHOM apTeprn. Y BCceX OONBHBIX HAOMOMAI0T-
Cs1 THITOTIIa3Msl MOKEYKA U MO30JIHICTOTO TeJIa.

[TpomomKUTEIPHOCTD JKU3HH JICTeH ¢ CHHIPOMOM OfBapica HEBEIIMKA:
60% meTelt ymMHparoT B BO3pacTe A0 3 MECSIEB, IO ToJa JOKUBACT JIMIIb S—
10%. OcHOBHOI PUUMHON CMEPTH CITy»aT OCTAaHOBKA JBIXaHUS U HApPYIICHUS
paboTsI cepria. OcTaBIUecs B )KUBBIX — IITyOoKKe oyrodpeHs (puc. 70, B, T).

Honynayuonnasn wacmoma — 1.6000.

Coomnouwienue nonoe — M1:K3.

o

B T

Puc. 70. a, 6, B — 60JIbHBIE CHHAPOMOM DjiBapjca; O — cTona-kadaka.
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http://ru.wikipedia.org/wiki/%D0%9C%D0%BE%D0%B7%D0%BE%D0%BB%D0%B8%D1%81%D1%82%D0%BE%D0%B5_%D1%82%D0%B5%D0%BB%D0%BE
http://ru.wikipedia.org/wiki/%D0%9E%D0%BB%D0%B8%D0%B3%D0%BE%D1%84%D1%80%D0%B5%D0%BD%D0%B8%D1%8F
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http://ortosite.ru/media/articles_media/cvt-appearance.jpg
http://900igr.net/datai/biologija/Posobija-po-biologii/0025-007-Autosomnye-narushenija.jpg
http://www.downsyndrom-saarland.de/assets/images/Charlotte_neu.jpg

IKTOIINSA CEPALA
(pacmoJsio:keHune cepana BHe TPYAHOI MOJIOCTH)

Knunuueckaa xapaxkmepucmuxa. Pa3znuuaiorT melHylo, 3KCTpa-
CTEpHAJIbHYI0O M abJoMHHaIbHYIO (opMbl 3KTONMU cepaua. Hambomnee
gacTo (mMpUMEpHO B 2/3 ciydaeB) BCTpEUAECTCs dKCTpacTepHaiIbHAasl, WIN
rpyaHas, skronus (puc. 71, a). IIpm monHOM paciienieHuu rpyaHHBI,
OTCYTCTBUU KOXH U MapHETAIBHOTO MEpUKap/Ia UMEET MECTO SKCTpodus
cepana (puc. 71, 6). DxcTpodus cep/iia 4acTo COYETACTCS C paciierie-
HUEM mepeaHeil OpromHoil creHkn u omdanouene. [Ipu pacuienienun
BEPXHEH YacTU TPYAMHBI CEpJIE JIOKATU3yeTCsl B BEPXHEW MOJIOBHHE
IpyaHON KJIeTKU uiu Ha 1mee. Y 25% O0JbHBIX UMEeTCs TOpaKkoadJoMu-
HajbHas ¢opma skTonuu. B 3ToM ciydae neekT HHKHEH 4acTH rpyau-
HBI coueTaercs ¢ nedexkToM auadparMbl U NepeaHeil OplOMHON CTEHKH,
B pE3yJbTaTe 4Yero cepjie nepeMeiiaeTcss B OpIOUIHY0 MOJoCTh (B 00-
JacTh JIOKAJIU3aIMKU OJHOM M3 mouek). MHorna muar{o3 MOXHO TOJITBEp-
JUTh TOJBKO peHTreHoyiornuecku. [lpu menHoOM 3KTOoNMNu peOeHOK MOTH-
0aeT cpa3y mociie pOXKICHHUs, IpU OPIOMIHOM SKTONMUM U HOPMAJbHO
chopMUPOBAHHOM cep/lle OOTbHBIE MOLYT JAOMXKHUTH 10 MPEKIOHHOTO BO3-
pacra.

Coomnowenue nonose — M1:XK1.

Puc. 71. Oxronus cepara.

IKTPOJAKTUJIUSA
(pacuieruieHre KUCTH U CTOMbI)

Knunuueckasn xapakmepucmuka. 9KTpO,I[aKTI/IJII/I}I — 9TO TICTCpPO-
reHHas TIpyIliiia aHOMAJIMA KUCTE€W WU CTOIL. BCTpG‘IaIOTC}I KakK 4aCTHYHOC,
TaK WM IIOJHOC OTCYTCTBHEC OJHOI'O MJIM HCCKOJbKHUX IMaJbLECB, 4 MHOI'JJa 1
IMPOKCUMAJIbHBIX OTACIIOB KHCTEH U CTOI (H}ICTHBIX H IIIIFOCHEBBIX KOCTCﬁ)
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http://globalscience.ru/pictures/19251_1429.jpg

¢ oOpa3oBaHHEM paciieuHbl (puc. 72, a, 0, B, T'). BbIIEISIOT TUIIHYHBIC U
aTUNU4HbIe (GOPMBI pACHICIUICHHUS] KUCTH U cTombl. TunuyHas dopma co-
MPOBOXKIAETCS TMOO aruiasuedl EeHTPaIbHBIX KOMIIOHEHTOB KUCTH W TIYy-
OOKOI pacilenuHOM, pa3aenstonell KUCTh Ha JIBe YacTH (KiienrHeoOpa3Has
KHCTb), TMOO aria3ueil manblleB U COOTBETCTBYIOIIMX MSCTHBIX KocTel 0e3
pacuienuHbl (MOHOJAKTHIINSA). Paciuenienne KUCTH MOYKET COYeTarhCsl C
CUHIAKTUIWEH, OpaxuIakTWINeH, KINHOJAKTUINEH, HeIOpa3BUTHEM
MAJIBLIEB U PACIICIIMHOMN CTOIBI. M30/MpoBaHHOE OTCYTCTBHE OAHOTO HaJlb-
1a KUCTU OBIBAaET yallle OAHOCTOPOHHUM U HE COMPOBOXKIAETCS MOPAKCHH-
em crom. [Ipu aTHMUYHOM pacCIICTUICHUH HEIOPA3BUTHI CPEAHHE KOMIIO-
HEHTHI KUCTH /WK CTOIBI. PaciienHa B 3TOM ciiydae HETIyOoKas, MMEeT

BU/I IIUPOKOT'O MEKIAJIBIIEBOTO MMPOMEXKYTKA.
Honynayuonnaa uacmoma — 1:90000 (TUnM4YHOE pacuiemieHUE
kucth); 1:160000 (aTunuyuHoe pacuienieHue KUcTH).
Tun nacnedosanusn’. ayToCOMHO-TOMUHAHTHBIN.

Puc. 72. OkTpoaakTuiIms.
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IKTPOJAKTHNJINN, BKTOI[EPMA:JII)HOﬁ JAUCIIIA3BUUA,
PACIIEJIMHBI I'YBbI U HEBA CUHIPOM

Cunonnm: EEC-cunapom.

Beigenen B 1970 r. R.A. Rudiger ¢ coarr.

Knunuueckaa xapakmepucmuka. [lopaxxeHue KUcTe U CTOM Baphb-
UpyeT OT YaCTUYHOW CHUHIAKTUINHU JI0 SKTPOJAKTUIIUU Pa3IMIHON BBIpA-
)eHHocTH (puc. 73, a, 6). [loHast SKTPOIAKTHIHS BCEX KOHCYHOCTEH BETpe-
gaetcs peako. OTMedaeTcst 0JTHO- WM JIBYCTOPOHHSIS PacIIeHa TYObI 1 HEOA
(puc. 73, B). K mposiBIieHUSIM SKTOIECPMAIILHONW JAMCIUIA3UM OTHOCSTCS CBET-
JIbIe, PEIIKKE, TOHKHUE BOJIOCHI, PEIKUE OPOBHM U PECHHUITBI, CyXasi KO)Ka, YMEPEH-
Hasl TUITOTUTAa3Usl HOT'TEeH, HempaBmwIbHAsS (DOpMa MOJIOYHBIX U IOCTOSIHHBIX 3Y-
OOB, TUIIOIJIA3Usl AMAJI, MHOXKECTBEHHBIM Kapuec, THIOITIa3Hs COCKOB MO-
JIOYHBIX JKeJIe3, CTCHO3 CJIC3HBIX KaHAIOB. MYHKIMS CIIFOHHBIX U TIOTOBBIX JKE-
Jie3 He HapyieHa. HaGmomaroTcst cBeTo00sI3Hb, TENEKAHT, THITOTIa3|s BepXHEi
YeJIFOCTH, MHOXKECTBEHHBIC TIMTMEHTHBIC HEBYCHI, YABOSHUE JIOXAaHOK M MOYe-
TOYHHUKOB; TIaXOBas TI'PbDKa, ITyXOTa. YMCTBCHHOE Pa3BUTHE OOBIYHO HOP-
MajlbHOE, (PU3NUECKOe pa3BUTHE OTCTACT.

Tun nacneoosanus. ayToCOMHO-TOMUHAHTHBIN, XOTSI HE MCKITFOUACTCS
CYLIECTBOBAHUE PELIECCUBHBIX (POpM.

a B

Puc. 73. CuHApOM 3KTPOJAKTHIINH, SKTOAEPMaAbHON NUCILIA31H,
pacHieuHbl TYOBI 1 HEOA:
a — BHEIIHUIA BUJ OOJNBHOTO; O — SKTPOAAKTHIINS KUCTEH; B — OJHOCTOPOH-
HSIS1 pacIleNIHA TYObI.

84



IEPCA-JIAHJIOCA CUHPOM

Ormmmcan B 1892 1. A.H. YepHoryooseim, B 1901 1. — E. Ehlers, B 1908 . —
H. Danlos.

Knunuueckana xapakmepucmuka. Cuaapom Onepca—/lannoca — 3to
rpynmna 3a001eBaHUN COCTMHUTEILHON TKaHH, MOPAKAIOIINX KOXKY U CYC-
TaBbl U Pa3IMYAIOLINXCS IO TUITY HACIEAOBAHUS, KIMHUYECKHUM OCOOCHHO-
CTSAM U OMOXHUMHYECKOMY JE(EKTY.

| TMnm xapakTepusyeTcs TeHEepaJu30BaHHON TMIIEPIOJABUKHOCTBIO
cyctaBoB (puc. 74, a) M BBIPAXKEHHOW TUIEPPACTIKUMOCTBIO KOXH
(puc. 74, 6, B). IloBblllIEeHA PAHUMOCTH KOXH, THIIMYHO -OOpa30BaHuE «I1a-
NUPOCHBIX», KEJIOUIHBIX pyOLoB (puc. 74, r). Ha JIOKTIX U KONEHSX HMe-
IOTCS TIOJKOYKHBIE IICEBOOITYXO0JIA, HA NEPEIHEN MOBEPXHOCTH TOJICHEN —
NOJKOXKHbIE y3enku. HabOmiomaercs Bapuko3HOe pacuiMpeHue BeH. Bos-
MOKHA HEJIOHOIIEHHOCTH BCJEICTBHE IPEXKIECBPEMEHHOIO pa3phiBa IJIOJ-
HBIX 000si0ueK. XPYINKOCTh TKAaHEH CO3/aeT TPYAHOCTH MpU XHUpypruye-
CKOM BMeUIaTeabCcTBe. Pa300aTaHHOCTh CyCTaBOB MOXET MPUBECTU K MBbI-
IIEYHO-CKEJIETHBIM Jie(hopMaLiusM.

[Tpu |l TMHE cuHIpOMa TUNEPIOABUKHOCTH CYCTaBOB MOMKET Orpa-
HUYMBAThCS KUCTSIMU U CTONAMHU, KOXKHBIE HM3MEHEHUS HE3HAYUTEIIbHBI.
XapakTepeH npoarnc MUTPaIbHOTO KilalaHa.

[Tpu 111 TMme cuHapoMa rurepnoaBUMKHbBI BCE CYCTaBbl, MbIIIEUHO-
CKEJIETHBIX aHOMaui HeT. KoxKHbIe HU3MEHEHUS! MUHUMAJIbHBI.

IV Tun (aprepuajbHblii) — Haubonee 370KAY€CTBEHHBIM H3-3a
CKJIOHHOCTH K CIIOHTAHHBIM pa3pbiBaM KPYIHBIX COCYAOB U nepdopauuu
KHIIeyHnka. Koka oueHb TOHKas, HepacTsKUMasi, 4epe3 Hee MPOCBEUMBAET
IIOJIKO’KHAsl BEHO3HAsL CeTh, JIEI'KO IMOSBIISIFOTCS KPOBOIIOATEKH.

V 1un (X-cHemJeHHbI) TPOSBISETCS MHUHHUMAJIBLHOW THIIEPIIO-
JBHKHOCTBIO CyCTaBOB M PE3KO BBIPAXKEHHOW TMIIEPITACTUYHOCTBIO KOXKHU.
KpoBOTOUMBOCTB M XpPYIKOCTh KOXKH YMEPEHHBIE.

VI Taim (rjasHoi) xapakTepusyeTcsl TSKEIbIM CKOJIHMO030M, YMEPEH-
HBIM MOPAKEHUEM KOXXHM U CyCTaBOB, XPYNKOCTbIO TKaHel rina3a. HeGomb-
1I1e TpaBMbI MPUBOIAT K Pa3pbIBy CKJIEPbI U POTOBHUIIbI, OTCIOMKE CeTUaT-
KH.

Jnsi VI Tuna xapakTepHbl HU3KUNA POCT, pe3Kasi reHepain30BaHHAas
TUHEPIOJBUKHOCTh CYCTaBOB, MOJBBIBUXH Ta300€PEHHBIX, KOJEHHBIX,
JIOKTEBBIX U TOJIEHOCTOMHBIX cycTaBOB. Kojka yMepeHHO runeppacTsiKuma.
MMeercs CKIOHHOCTh K KPOBOM3IMSHUAM. XapaKTEpHO JIMILO: THIIEPTENO-
PHU3M, SIIMKAHT, BIaBJICHHASI CPE/IHSAS YaCTb.

VI Tan nposiBisieTcs THIEPHOABMKHOCTBIO CYCTaBOB (OT €naboil 10
YMEPEHHOI), BBIPAKEHHON XPYNKOCTBIO KOXH, TSHKEIBIM MEPHOJAOHTO30M C
paHHeil morepeit 3y0oB.
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Honynauyuonnas wacmoma — 1:100000.

Tun nacneoosanus: ayrocoMHo-goMuHanTHbIN a7 |, 11, 11l Tunos; ay-
tocoMHo-perieccuBHbI 111 VI u VIl TumnoB; X-crierieHHbI periecCUBHBIN
U1t V Tuna; TOMUHAHTHBIN U perieccuBHBIN ytst 1V THIa; mpeanoioxkuTeIbHo
ayrocoMHo-perieccuBHbIi s VI Tuma.

B T

Puc. 74. Cunnpom Dnepca—/lannoca:
a — nepepa3rubaHue CycTaBoOB KUCTH; O, B — TUIIEPAIIACTUYHOCTD KOXH;
I — «IanUPOCHBIE» PYOIbI HA KOJICHSIX.

86



9HI'EJIBMAHA BOJIE3Hb
(mmadu3zapuas qucnIa3us)

Omnucana B 1929 r. G. Engelmann.

Knunuueckaa xapaxmepucmuka. OTMEUAIOTCS UCTOLLEHUE, HEYC-
TOMYHMBAs TIOXOJKA, MBITIIEYHAS CTA00CTh U OBICTpasi yTOMIISIEMOCTbh, HOIO-
mye 00N B KOHEYHOCTSAX U CIUHE, CKOJIMO3 U MOSCHUYHBIN JIOP03, KOH-
TPaKTyphl CYCTaBOB, IUIOCKocTomue (puc. 75, a, 0). PeHTreHoornyecku
00HapyXUBAIOT CUMMETPUYHOE BEpETEHOOOpa3HOE yTONIIeHHE Tuadu30B
JUIMHHBIX TPYyOUYaThIX KOCTEH 3a CUET YTOJIICHHS KOPKOBOTOQ. CIos (qua-
MeTp yBennuuBaercs B 1,52 paza). Y4acTku runepocto3a OObIYHO YETKO
OTTpaHUYEHBI OT MeTa(pU30B U MUPU30B: TPaOEKyJIbl IyOUaTOrO BEIIECTBA
PE3KO yTOdIIeHbl. MOTyT nopaXkaTbCsi OCHOBAaHHE Yeperia U J0OHbIE KOCTH,
a Takke pedpa, JIOMAaTKU, KIOYHIIbI, KOCTU Ta3a, KUCTH, CTOMbI. 3a0oseBa-
HUEe HaunHaeTcs B Bo3pacTe a0 30 jer (B~ OOJBLIMHCTBE CIIy4yaeB —
1o 10 ner).

Tun nacnedosanus’ ayTocCOMHO-TOMUHAHTHBIM.

a §)
Puc. 75. bone3ur Darensmana. Manpuuk 10 Jer.
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10.

11.

12.

13.

14,

15.

CJIOBAPb TEPMHUHOB

AreHe3usi — BPOXJACHHOE OTCYTCTBUE KaKOH-IMOO 4acTu Teja BCIEACT-
BHE HapYIIEHUS MPoliecca YMOPUOHATBLHON 3aKIaJKU M Pa3BUTHS TKaHEH
oprasa.

Axpokedanusi (CMHOHUM: akpouedanvs) — aHOMambHas BBITSHYTAs
OamrHeoOpa3Has popMma roJIoBbl, BbI3bIBacMasi MPEXkKICBPEMEHHBIM. 3apac-
TaHWEM BEHEYHOTI'O IIBA.

Axpoumnano3 (Cyaneus — CHHHI) — CHHIONIHOCTH JMCTAJBHBIX YacTeH
Tena (maJibLieB, YITHBIX PAKOBUH, KOHUMKA HOCA).

Anonenns (alopecia — oOnbiceHHE, IJICHIMBOCTD) — IATOIOTHYCCKOE
BBINIAJICHUE BOJIOC, IPUBOJAILEE K UX MOPEACHUIO WU [IOJTHOMY MCYE3HO-
BEHUIO B ONPEEIIEHHBIX 001aCTAX IOJIOBBI UM TYJIOBULIA.

AHMpHIUSA — TIOJHOE WM YacTUYHOE HENOPa3BUTHE DPANYXKKH IJ1a3a,
CONPOBOXK/IAIOIIEECS] KaTapaKTOM, HEITPO3PAYHOCTBIO POTOBHIIBI, TJIAYKO-
MOH.

AHKHJ103 — HEMOJBW)XHOCTh CYCTaBa BCIJIEJICTBUE CpPAILEHUS CYCTaBHBIX
ITOBEPXHOCTEN.

AHopekcus (J1aT. anorexia) — pacCTPOMCTBO MpHeMa IMHUIIH, XapaKTepH-
3yroleecs MpeIHaMEePEHHbIM CHUKEHHUEM BECa, BBI3BIBAEMBIM W/WJIN MO~
JEP)KUBAEMBIM CAMHUM MALIIEHTOM.

Anuazus (aplasia) — oOuiee HazBaHUe AHOMAITUH Pa3BUTHUS, IPU KOTOPHIX
OTCYTCTBYET 4acTh Tejla, OopraHa WM €ro 4acTh, YYacTOK KaKoW-1u0o
TKaHU.

ApaxHOJAKTHINA (CHHOHUM: JOJMXOCTCHOMEINHS, KHUCTh May4dbsl) —
AHOMAaJIMSI Pa3BUTHSA: yJTMHEHNE U YTOHYEHUE NAJIBLIEB PYK U HOT .
ACTHUIrMAaTH3M — NATOJOrKs peppakuny ry1a3a, Ipu KOTOPOH HapyIIaeTcs
c(hepUIHOCTH POTOBHIIBI.

Axonapormiasus (quadusapHas amasus, 0ose3nb [lappo—Mapu, Bpoxk-
JCHHAS XOHAPOAUCTPO(DUsI) — M3BECTHOE C JIPEBHOCTH HACJICICTBCHHOC
3a00seBaHUE YeJOBEKa, MPOSBIAIONICECS] B HAPYLUIEHWU MPOLECCOB JH-
XOHJIpAJIbHOFO OKOCTEHEHHS, YTO BEJET K KAPJIMKOBOCTH 3a CUET HEJIO-
Pa3BUTHSA JUIMHHBIX KOCTEM.

BaedapocmasM — HENpPOW3BOJBHOE COKpAUIEHUWE KPYTOBOW MBILIIBI
rJj1a3a, MPUBOJSIIEE K CTOMKOMY CIIa3MaTUYECKOMY CMBIKAHHIO BEK.
BpaxuaakTuius (CHHOHUM: KOPOTKONAJIOCTh) — AHOMAJIUS Pa3BUTHS PYK
WJIK HOT, YKOPOUYEHHE IMaJIbLIEB.

Bpaxunedanus (cuHonum: Opaxukedanus, KOPOTKOTOJIOBOCTh) — BapH-
aHT (OopMBI TOJIOBBI YEJIOBEKA, XapaKTEePHU3YIOIIUNUCS OTHOCHUTEIHHO
OO0JIBIIMM MOTEPEUYHBIM TUAMETPOM.

Byanesnbiii 3nmaepmosn3 (bJ) — 310 BpoXkAeHHas aHOMAIUS KOXKH,
XapakTepu3yrolascs 00pa30BaHUEM Iy3bIpell B OTBET Ha MEXAHUYECKYIO
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TpaBMy. [ly3pipb MeHEe 5 MM B JuaMeTpe Ha3bIBAIOT 6€3UK)/IOU, CBBIIIIE
5 MM — 6ynotl.

BapycHoe nckpuBjieHne rojieHeil MOXeT UMETh ABe QopMmbl: O-00pasz-
Hyt0 (6apycroe uckpusnenue) u X-00pa3HyIo (6a1b2yCHOE UCKPUBTLIEHUE).
Bopmuensbl xoctu (O. Worm, 1588-1664, natckuii aHaTOM, CHHOHHM:
AnjiepHaxa KOCTOYKH, BCTABOYHBIC KOCTH) — T00ABOYHBIC KOCTH YEperIa,
oOpa3yroluecs 1o XoAy IIBOB U B POJHUYKAX.

I'emanruoma (cocyaucrasi TUnepIuia3us) — 100pOKauYeCTBEHHAS OMyXO0/b
U3 KPOBEHOCHBIX COCY/IOB.

I'emaToMera/jns — NaTOJOTUYECKOE YBEIIMYCHUE PA3MEPOB MEUCHH.
I'eTepoxpomusi pagy:Kkm (CHHOHUM: reTepo(dTanbM) = pa3iudHblid BET
paayXKu MpaBoOro M JIEBOrO IJla3a WM HEOJMHAKOBas OKpacka pa3iny-
HBIX YYaCTKOB PaJIy>KKH OJTHOTO TJia3a.

T'uapouedans (BoASHKA TOIOBHOTO MO3ra) — 3a60J1€BaHHE, XapaKTepH-
3yrolieecs: U30bITOUYHBIM CKOIUJIEHHMEM LEepeOpOCIUHATBHON KUIKOCTH B
KEJTyI0YKOBOW CUCTEME FOJIOBHOT'O MO3ra.

I'uHexomMacTHA — 3TO YBETMUEHHE IPYAHBIX KeEJIe3 Y MY UHH.
I'unepkepaTto3 — upe3MepHOE pa3BUTUE POTOBOI'O CJIOSI KOKU YETIOBEKA.
I'unepkuHe3bl — HETIPOU3BOJIBHBIE N30BITOYHBIE IBIKCHUSI.
I'unepresiopu3M — MOBBIMICHHOE PACCTOSTHAE MEXIY MapHBIMU, CHMMET-
PUYHO PACIOIOKEHHBIMH OpraHaMM, Yalle BCero MeX/1y ria3aMu.
I'mmoronaam3m (My»CKOW) — MAaTOJIOTHYECKOE COCTOSIHME, 00OYCIIOBIIEH-
HOE€ HEJI0OCTATOYHOM CEeKpeIreil aHgpOreHoB.

I'unonsia3usi — HEIOCTAaTOYHOE PA3BUTHE OpraHa.

I'nnoTpuxo3 (CHHOHUM:  TUIOTPUXUS, OJUTOTPUXUS, OJUTOTPUXO03) —
HEJ0CTAaTOYHOE Pa3BUTHE BOJOCSHOTO MOKPOBAa HA BCEX WJIU OTJENbHbBIX
ydacTKax Tena.

I'maykoma — Oospliiast TpyIina TUIa3HBIX 3a00JIEBaHUM, XapaKTEpHU3yIO-
IIUXCS TOCTOSIHHBIM WM TIEPUOANYECKUM MOBBIIIEHUEM BHYTPUTIIA3HOTO
JaBJICHUS C MOCJIEAYIOIIMM Pa3BUTUEM TUIHMYHBIX Je(PEKTOB MOJIs 3pe-
HUS1, CHIDKEHUEM 3peHUsI U aTpoduelt 3puTeNIbHOTO HEpBa.

I';10cconTo3 — HEIOPA3BUTHE U 3aMa/IaHUE A3BIKA.

JAu3apTpust — pacCTpOWCTBO YJICHOPA3AEIbHOW DPEYM, BBIPAKAIOLIEECS
3aTpYIHEHHBIM WM UCKAKEHHBIM MMPOU3HOIIICHHEM OTACTHHBIX CIIOB.
JAnenjiasust — HENpaBWIbHOE pPA3BUTHE TKAHEW, OPraHOB WJIM YacTeu
Tedna.

Kamnronakruimsa (camptodactylia) — BpokJIeHHOE COTHYTOE IOJIOKE-
HUE MaJblia, Yyalie BCero MU3MHIIA.

Kapuunoma (carcinoma) — 3710KaueCTBEHHAs OIMYyXOJb, MOpaKaromiast
AIUTENUATbHBIE KJIETKH KOKM U BHYTPEHHUX OPraHOB YeJIOBEKA.
Karapakra — nomyTHeHHEe XpycTaluKa IJias3a, MPEensTCTBYIOIEE MPOX0-
KJICHUIO Jyuyel CBeTa B IJ1a3 M NPUBOSAIIEE K CHIKEHUIO OCTPOTHI 3pe-
HUAI.
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Kepato3 (keratosis) — o0iee Ha3BaHHE JCPMATO30B, XapaKTEPU3YIOIIHX-
Csl YTOJIIIEHUEM POTOBOTO CJIOSI AMUJIEPMHUCA.

Kudockoanos mpexacrasisier coboil coderaHne Kudo3a M CKOJIHMO3a
(MCKpUBIIEHUSI TTO3BOHOYHMKA CIPaBa HAJIEBO C SIBHBIMU IPHU3HAKAMU CY-
TYJIOCTH).

Kaunogakruaus (clinodactylia) — anomanust pa3BuTusi maibleB, MpH
KOTOPO OHHM PACHOJIOKEHBI KOCO U HCKPUBIICHBI.

KpanunocuHocT03 — mpexIeBpEeMEHHOE CpacTaHHe IIBOB Yepemna.
Kpunropxusm — anomanusi pa3BUTHS Y€I0BEKa, IPU KOTOPOU SIMUKO MIPH
BHYTPUYTPOOHOM Pa3BUTHH ILI0/Ia HE OIMYCTHIIOCH 10 CBOET0 HOPMAJIbHO-
'O TIOJIO’KEHUS Ha THO MOIIOHKH.

Jleiikonmyiakuss — XpPOHMYECKOE BOCIHAJCHHUE CIM3UCTOM OOOJOUKH C
OpPOTOBEHHEM SIUTENUS B BUJE OENbIX MATEH, HAOIIOAAEMBIX Ha CIU3U-
CTBIX 000JI0YKaX MOJIOCTH pTa (S3bIK, KU, HUKHSS T'y0a).
Jlunomucrpodusa (xuposas auctpodus) — MATOJIOFMUYECKOE COCTOSHHUE,
XapaKTepU3ylollleecs 3a4acTylo OOIIMM OTCYTCTBHEM 00BbEMa >KHPOBOM
TKAHH B MOJIKOKHOM KJIETUATKE.

MakporJioccusi (CHHOHMM: METJIOTJIOCCHs) — aHOMAaJIbHO OOJBIION
SA3BIK.

MakpoaakTuiausi — BpOXKICHHBIN TOPOK PAa3BUTHS: YPE3MEPHOE YBEIH-
YeHHE Pa3MepOB OJHOTO WIIM HECKOJIBKIX HATBIIEB KUCTEH WU CTOTI.
Maxkpocromusi (JlarepaigbHasi pacilieUuHa JIMIA) — 3TO MOPOK Pa3BUTHUSA
JMIa, TP KOTOPOM MMEETCs Hielb, UAYIIas OT yria pra K yXy. B utore y
00JIHLHOTO UMEETCS Upe3MEPHO MIMPOKAsk pOTOBAS LIEIb.

MerakoJioH — MOpPOK Pa3BUTHUSA, XapaKTEPU3YIOLIUMUCSA YBEIUYECHUEM
TOJICTOM KUIIKHU YEIOBEKA.

MenaHoma — 3710KauecTBEHHAasl OMYyXOJb KOXH (pexe CeTdyaTKH TJiasa,
MO3ra, CIIM3UCTHIX 000I0YEK), KOTOpask pa3BUBAETCS U3 MEJIAHOIUTOB.
Muxkporupusi (microgyria) — neekT pa3BUTHS T'OJOBHOIO MO3ra, MPH
KOTOPOM €T0 W3BWJIMHBI SIBJISIIOTCS OYEHb MaJIEHBKUMHU, @ B KOpE I'OJIOB-
HOT'O MO3Ta OTMEYaroTCs 3aMETHBIE CTPYKTYPHBIE HAPYIICHHUS.
Mukporiioccusi — Mabie pa3Mephl S3bIKa.

Muxkporaatus (micrognathia) — mansie pa3Mepbl BEpXHEH YETHOCTH.
MukpogaHTHsA — MaJblil pazMep 3y00B.

MukpokopHea (CHHOHMM: POTOBHIA Majiasi) — Majblid TUAMETP POrOBH-
IBI.

Muxpodransmusi (HeOpa3BUTHE T1a3a) — 3TO 3a00JieBaHUe, MPU KOTO-
POM IJ1a3HOE SI0JIOKO UMEET pa3Mep MEHbIIIe HOPMaJIbHOTO.

Hucrarm npezacrasisier co00i pUTMUYHBIE JBUKEHUS TJ1a3HBIX sIOJIOK.
OnurogakTWINsA — 3TO TOPOK Pa3BUTUA, NMPU KOTOPOM OTCYTCTBYET
4acTh MajbleB HA PyKaX WM Ha HOTax.

OnurononTusi (HEMOIHO3YOOCTh) — YMEHBIIICHHE KOJIMYECTBA 3yOOB IO
CPaBHEHMIO C HOPMOM.
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Omdpanonene (omphalocele) — BeiOyxanue, rpbbka.

OcteoapTpo3 (ocTeoapTpuT) — ofHA U3 (HOPM apTpUTa, XapaKTCPU3YIO-
miasicst 00JbI0 U CKOBAHHOCTHIO B CyCTaBax.

OcTeonopo3 — paspexeHue ryouyaroro ¥ KOPTUKAIbHOTO CJIOEB KOCTH
BCJICICTBUE YACTUYHOTO PACCACHIBAHUSI KOCTHOTO BEILIECTBA.
Od¢ranbMonuiernss — mnapajqvyd MbIII[ IJIa3a BCIEACTBUE IMOPaKEHUS
IJ1a30/IBUTaTeIbHBIX HEPBOB.

IIapoHuxus — BOCIaj€HUE HOITEBBIX BAJIMKOB.

Ieppopauus (ot nar. perforare — mpocBepaUBaTh HACKBO3b) — MPOOY-
paBJieHUE, IPOTHIKAHNUE.

HonupakTWiing — aHATOMHYECKOE OTKIOHEHHE, XapaKIepHu3yloleecs
OoJNBIINM, YeM B HOPME, KOJIMUECTBOM MaJIbIEB HAa pyKaxX WJIN HOTax y
YeJIOBEKa.

Moaununcus (polydipsia) — cunbHas kaxna, B pe3ysibTaTe KOTOPOii
YeJIOBEK BBIMUBAET OOJIBIIOE KOJIUYECTBO BOBI.

Hosmdparus — upezmMepHoe NOTPEOICHUE MTUILH.

IIporHaTu3m — CWJIBHOE BBICTYIIAHHE BIIEPEJ JIMLEBOIO OT/AENA Yepera
YeJIOBEKa.

Ipoaanc mutpanabnoro kiaanana (IIMK) — mpoBucanue CTBOpOK Kia-
MaHa B MOJIOCTh JIEBOTO NPEICEPAUS.

IIT03 (cunoHuM: OsedaponTo3) — OmyIleHHe BEPXHETO BEKa.
CHHAAKTHIIMSA — BPOKJICHHBIA TTOPOK Pa3BUTUSA KUCTH, 3AKIIOYAIOITUICS
B CpalllCHUH OJHOTO WJIM HECKOJIBKUX MAJIbLIEB C HAPYIIEHHUEM KOCMETHU-
YEeCKOro U (PyHKIIMOHAJIBHOTO COCTOSHUS.

CkJiepogepMusi — peIKO€ CHUCTEMHOE Iporpeccupyroliee 3adojeBaHue,
XapaKTEPU3YIOIIeeCs NOPAKEHUEM COCUHUTEINBHON TKAHU U YIUIOTHEHH-
€M KOXH.

Ckxoroma — HEOOJIBIHOM YYacTOK B IOJ€ 3PEHUS, B KOTOPOM 3pEHUE
0c1abJIEHO WM MOMHOCTBIO OTCYTCTBYET.

Cocyaucrplii HeBYC (CHHOHUM: T€MaHTHOMa) BO3HUKACT B PE3yJIbTaTe
HEIPaBUJILHOLO Pa3pacTaHMsI KPOBEHOCHBIX COCYJIOB.

CreHno3 ~ cyxeHue (rU3noJ0ruyecKoro OTBEPCTHS.

CreHokapausi (ycTapeBUIMII CHHOHUM: TpyAHas xkaba) — 3abojeBaHue,
xapakTepusyronieecs: 00J€3HEHHBIM OUIYIEHUEM WJIH YYBCTBOM JUCKOM-
dbopTa 3a rpyJIMHOM.

CrpadusMm (Kocorjiazue) — 3TO PacCTPOMCTBO, MPU KOTOPOM JIBHIKCHUS
[Jla3 HE COIJIACOBAHbI, 3pUTEIbHBIE OCU HE MOTYT OBITh CBEICHBI Ha OJ-
HOM O0BEKTE, OTUEro TIJla3a CMOTPAT B PAa3HBIX HANpaBICHUSIX: OAUH —
psAMO, a APYTrOM — B CTOPOHY.

TesexaHT — cMeNIEHUE BHYTPEHHUX YIJIOB IJIA3HBIX IIEJIEH JIATEPAIBHO
IIPY HOPMAJIbHO PACIIOJIOAKEHHBIX TNIa3HULAX.
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77,

78.

79.
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82.

Tpuronouedanus — BapuaHT GopMbl Yepena 4yenoBeKa, XapaKTepU3yIo-
IIUHCSA IUPOKOW 3aTBUIOYHON W Y3KOW JJOOHOW YacThiOo (TpEeyrojbHas
dbopma).

DokoMeaus — OTCYTCTBUE WM 3HAYUTEIIBHOE HEIOPAa3BUTHE IMPOKCH-
MAaJIbHBIX OTJIEJIOB KOHEUHOCTEM.

Ix30¢Tanbm (0T rped. exophthalmos — mydermaspiii) — BBIITIYMBAHHUC
IJIa3HOTO S0JI0KA.

IKCTpOoGUA — BPOKICHHBIN IOPOK PAa3BUTHS OpraHa, pyu KOTOPOM OpraH
OKa3bIBAETCS HE BHYTPH, a CHAPYKH.

INMUKAHT — MEJIKUI IMOPOK Pa3BUTHS B BUE MONEPEUYHON CKIIAIKHA OKOJIO
BHYTPEHHETO yrJja riasa.

Onucnagusa (MyXCKas) — PEIKUM TMOPOK pa3BUTUS TOJOBOIO YJICHA,
XapaKTEpU3YIOMINICS pacierjeHueM (OTCYyTCTBUEM 3aMbIKaHHs) TOJIOBKU
Y MOYEHUCITYCKATENIBHOTO KaHaa Mo JOPCAIbHOI MOBEPXHOCTH.
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CcoNOOR~ODE

AJI®GABUTHBINA YKA3ATEJIb

Aapckoro cunjpom 11

ATaHTIIMO03 KUIICUYHHKA BPOXKIACHHBIN 12
AJlpeHOTreHUTaIbHBIN CUHIpoM 13

Axpoauzocto3 14

AxporiedanocuHaakTUuInu 15

Axonaporenes, Tun Jlanrepa—Canguuo 17
Axonaporutazus (xoaapoaucTpodus) 18

BaapnenOypra cunapom 19

Bepnepa cunapom (mporepus B3pociibix) 19

Busbsimca curpom (cuuapom juna 3ibga) 20

Burtunuro (nepBuyHas seiikoaepma) 21
['emuruneprpodus 22

I'unodocdaremus (pocharauader) 23
['unoxonaporuiasus 24

['11a30-3y00-manbieBoit CHHIPOM 25

['maykoma BposxaeHHas 26

['muxorenos, Tam |1 (6onezns @opbdcea, 6one3ns Kopu) 27
["ononpo3annedanus ceMelinas anodapHas (apuHIHIChans) 28
['omommctunypus 28

IN'onan nucrenesust, XX tum 29

I'onan qucrenesus, XY tum (cunapom Ceaepa) 30

Hayna cunzipom (Tpucomus o xpomocome 21) 31

Mona tpancriopra AehekT (BpOKICHHBIH THIIOTHPEo3) 33
KapnukoBoctsJlapona 34
KapnukoBocTsmanrunonuryutapHas 35

Knucra Gonesnb (MeTaTpornHas aucriaszus) 36

Koxa Bsutast 37

Kokkeitna cuaapom 38

KoaoGombr pagykku, cocyaucToir 0007109ku U ceTdaTku 39
Kopuenuu ne Jlanre cunapom 40

«Komaubero riaza» cunjpom 41

«Koiaubero kpukay» cuHipom (cunjapom Jlexena) 42
Kpanmno-kapno-tap3aibHas JUCTia3us (CHHAPOM «CBUCTSIIIETO
nunay) 44

Kceponepma nurmenTtHas 45

Jlunonuctpodus ToTanbHas BpoxAcHHAS 45

JIuuieBnie pacmienHbl 46

Maunno3uno3 47

Mapdana cunapom 48

Mapmanna cuaapom 50

Menkeca cHHIPOM (CHHIPOM KYJIpsIBBIX BOJOC) 51
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41.
42.
43.
44,
45.
46.
47.
48.
49,
50.
51,
52,
53.

55.
56.
57,
58.
59.
60.
61.

62.
63.
64.

65.
66.
67.
68.

69.
70.
71.
12.
73.

74,
75.

Muxkpouedanus 52

Horreli—HagKkoJeHHUKAa CUHIPOM 53

OcTteoneTpo3 perecCuBHBIN (00J1€3HF MPaMOPHBIX KocTel) 54
OcTteonopo3a U NCeBAOTIMOMBI CUHAPOM 54

[Tatay cunapom (cuuapom Tpucomuu 13) 55

[Taxnonuxus BpoxkaeHHas (CUHIpoM S naccona—JleBaH10Bckoro) 57
[Tuxknomn3ocros 57

[Tnmopoctenos 58

[TomuaakTrius 59

[Ipanepa—Buiu cunapom 60

[Ibepa Pobena anomanan 62

Pacmienuna ryosl u paciienusa HEOa 63

PetTa cunapom 63

Purepa cunnpom 65

Pobeprtca cunapom (TerpadokoMens ¢ parieuHon ryosl u HEOa) 66
Poro-nune-nansiieBo cunapom, tui | 67

Py6unmretina—Teibu cuaapom 67

Cunnmaktrnus 69

Cunapom FFU (Femur Fibula Ulna syndrome) 70
Cwmura—Jlemnu—Ommia cuagpom 70

@deTabHBIN AJTKOTOJIBHBIN _CHHAPOM (aJIKOroJIbHasE 3MOpuodeTo-
natust) 71

deTtanbHBINA THIAHTOUHOBBIM CHHAPOM 72

®ubpo3Has quCIUTa3ms MOINOCTOTUYECKas 73

®poHTOHA3aIbHAS AMCIUIA3US (CUHAPOM CPEIUHHOW paIlleTuHBI
nuna) 74

XOHIPOAUCTPOPUS HOBOPOKICHHBIX C TMOJMIAKTUIINCH, ThIT | 75
XOHJIpO3KTOAEpMAIbHAS TUCIIAa3us 76

Xpomocom XXY cunapom (cunapom Knaitadensrepa) 77
[IepemeBckoro—TépHepa CUHAPOM (MOHOCOMHS MO X-XPOMO-
come) 78

[Htypre-Bebepa cunapom 79

Dapapjca cuHApoM (CUHIpoM Tpucomuu 18) 80

Dkronus cep/ra (pacroyiokKeHre cep/iiia BHE TPyIHOM 1oJIocTH) 82
OKTPOJIaKTHIIHSA (paCIlIeTICHHE KUCTH U CTOIIbI) 82
OKTPOAAKTHIINHN, IKTOICPMATLHON THUCIIIA31H, PACIICIIUMHBI TYOBI U
HEOa cuHApoM 84

Dnepca—/lannoca cuaapom 85

DurenabMana 0ose3Hb (nuadusapHas aucruiasus) 87
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