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CMHApOM KopHeann pe NaHre sIBASIeTCA PeAKo
BCTPEYAOLWMMCSH reHETUYECKUM 3aboAeBaHUEM
(CMHOHUMBI: aMCTepAaMCKasa KapAMKOBOCTb, CMHAPOM
BpaxmaHHa - ae AaHre, typus degenerativus ams-
telodame, HaHu3m Amcteppama, status degenerati-
vus Amstelodamensis; poereHepaTMBHbIM HAaHU3M TuMa
«AMcTepAaM»).

YuntbiBasd peakyto BCTpPevyaemMocCTb CMHApoMa Kop-
HeAuMn aAe N\aHre, MaAOUUCAEHHYO MHPOPMALMIO O AaH-
HOW MaTOAOTMK B AOCTYMHbIX AUTEPATYPHbBIX UCTOUHMKAX,
Mbl 0606LLMAM B CTaTbe €ro BEAYLLME KAMHUYECKKNE MPO-
ABAEHUSA, NPUHUMN AUbOEPEHLMANBHON AMArHOCTUKM
C APYrMMU 3aOOANEBAHUSIMU AN KOMMAEKCHOW OLEHKM
MMetoLWenca CUMNTOMAaTUKKU, CBOEBPEMEHHOW AMArHo-
CTUKK U KOPPEKLIMM TEX MOPOKOB Pa3BUTUA U aHOMaAUK
CO CTOPOHbI BHYTPEHHWX OPraHoOB, KOTOPbIE MPUCYLLM
AAHHOMY 3ab0OAEBaHMUIO.

BrnepBble cAyuyai Takoro 3aboneBaHWUA onucaH
B 1916 roay Hemeukum Bpayom B. BpaxmaHom. Ha-
3BaHWE X€ CUHAPOM MOAYYMA MO WMMEHW FOAAGHACKO-
ro neanatpa KopHeamun ae Navre (Cornelia de Lange),
onucaBwen B 1933 roay CUMHAPOM Yy 2 AeBOYEK
M3 HEPOACTBEHHbIX ceMel. B HacTosillee Bpemsa W3-
BeCTHO 0 6onee 400 Takux NauMeHTax B pasAMUHbIX
cTpaHax mupa. MonyAfunMoHHaA yactoTa CMHAPOMA -
1:10000-1:30000 poOXAEHWA C OAMHAKOBOM 4acTo-
TOM Y MaAbuMKOB M AeBouek (1:1) [4, 5]. boAblMHCTBO
CAYYaEeB ABAAKOTCA cnopapnveckumu. OnucaHa nepe-
Aava 3aboneBaHUA PEBEHKY OT POAUTEAEN, UMEIOLLMX
Hernybokue reHeTMyeckue pAedekTbl U coMaTUyecKue
yepTbl cMHApoMa. Habaropanucb cembu 6e3 XpPOMO-
COMHOM NaTOAOTUM C NOPaXeHHbIMU cubcamu, 4To no-
3BOASIET HEKOTOPbIM aBTOpaM BbiCKa3blBaTb MHEHWE
06 ayTOCOMHO-PELLECCHBHOM HaCAeAOBaHWU CUHAPO-
Ma [4, 5, 6], HO B BOAbLLUMHCTBE CAyuYaeB 3aboreBaHUE
06yCAOBAEHO CMOHTaHHbIMK MyTaumamu [8, 9]. MosTop-
HbI 3MMNUPUYECKUIA PUCK MOABAEHUSA CUHAPOMa paBeH
2-5%. CoBpeMeHHbIMU WUCCAEAOBAHUAMU AOKa3aHo,

4yto CUHAPOM 06ycAoBAeH MyTauueln B reHe Nipped -
B 608667. YCTAaHOBAEHO, UYTO FTEH KapTMPOBaH Ha Xpo-
Mocome 5p13.1 [2]. Y HEKOTOPbIX BOAbHbIX C TUMUYHbI-
MW KAMHWUYECKUMW MPOABAEHUAMMU CUHAPOMa KopHe-
AMU pe NaHre HabAlopaAucb CYOMUKPOCKOMUYECKUE
AENeLMN B AAMHHOM NAeve xpoMocombl 3. lMpeanonara-
tOT, UTO FTEeH AQHHOro 3aboAeBaHWA AOKaAM30BaH B pe-
rMoHe 3026.3. TeH, oTBeTCTBEHHbIN 3a AKCT-«NIPBL»
Ha 5-xpomocome 6bin obHapyxeH B 2004 roay coBs-
MECTHO WMCCAEAOBATEAAMU M3 AETCKOW OOAbHULbLI Du-
napensdun (CLLIA) m yHuBepcuteta Hbtokacna (Be-
AMKOBpUTaHMa). B 2006 roay BTOpon reH-«SMC1A»
Ha X-Xpomocome ObIA HaMAEH UTAAbSHCKUMU YYEHBIMU.
TpeTbe onucaHWe reHa 6bIn0 06bsABAEHO B 2007 roay.
leH «SMC3» Haxoautcs Ha 10 xpomMocome U ObIA Tak-
Xe obHapyXeH MCCAeAOBaTeAbCKOM rpynnoi us duaa-
AeAbOUKU. HannumMe NocAeAHUX ABYX FEHOB KOpPPEeAMpyeT
«MSIrkov» GopMon cuHApoma. OnuncaHo couveTaHue ¢e-
HOTUMMYECKMUX NPOSIBAEHUIN CUHAPOMaA C rMnepTepMuen,
AbIXaTeAbHbIMM PACCTPOMCTBAMU U MOBbILEHHBIM Mbl-
LLIEYHbIM TOHYCOM Y HOBOPOXAEHHOI0 MaAbymka [10].
KAMHWYecKkasa KapTMHa 3aboneBaHWs B OOAbLLWH-
CTBE CAyYaeB TUMNUUHA. Y MHOMMX AETEN 0BHapyXMBa-
eTcA npeHaTaAbHas TMNOMNAa3ns: mMacca Tena AOHO-
LUEHHbIX HOBOPOXAEHHbIX B CPEAHEM He npeBblaeT
1700,0-2500,0 r. B nocTHaTaAbHOM NEPUOAE TEMIMbI
$13NYECKOro Pa3BUTUSA HE OTAMYAOTCA OT CPEAHEBO3-
pacTHbiX. [prbaBka Macchl TeAa U OKPYXXHOCTU FOAOBbI
OTCTA€T OT BO3PACTHbIX HOPMATMBOB M COOTBETCTBYET
y 6OAbLUMHCTBA NALMEHTOB 2-My NEPLEHTHUALD. BOAbLLYHO
AMArHOCTUUECKYH LEHHOCTb MMEIOT XapakKTepHble ue-
penHo-AULIEBbIE @HOMaAUK: coueTaHne MUKpobpaxuue-
danmm, y3kuX, rycTbiX M YETKO OYEPUEHHbIX CPOCLLMXCA
6poBei, AAMHHOIO Y3KOro ¢GUAbTpa, TOHKUX Ty6 c ony-
LLEHHbIMW YrOAKaMK pTa, HanmoOMWHaoLWeEro no ¢bopme
noaymecs, (puc. 1, 2). Y nopaBaatowlero 60AbLIMHCTBA
nauMeHTOB OTMEeYatoTCA TakXe AAMHHbIE TYCTble 3arHy-
Tbl€ PECHMWLbI, KOPOTKMUIN HOC C pa3BEPHYTbIMU BNEPEA
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Puc. 1. ®eHoTunnyeckne 0cobeHHOCTH pebéHKa ¢ CUHAPOMOM KopHeArn ae NaHre

HO3APSIMW M BA@BAEHHOW NEPEHOCULIEN, TMNEPTPUXO3,
HU3KKIN POCT BOAOC Ha ABY U Lliee, HU3KO PaCMOAOXEH-
Hble YLIHblE PAKOBWUHbI, HEMPOMOPLMOHAABHO MEAKME,
LLUMPOKO paccTaBAEHHble 3ybbl. Y HEKOTOPbIX HabAO-
AAIOTCS 3MNUKAHTYC, BbicOKOe HEBO, MHOrAa - paclue-
AMHa HEbGa, aTpe3unsa XoaH, MUKPOTrHaTUM W PEeTPorHa-
™4 (puc. 3) [1].

K xapakTepHbIM NpU3Hakam 3Toro 3aboAreBaHMs OT-
HOCATCSA MOPOKMU M @aHOMAAUKU CTPOEHWUST BEPXHUX KOHEY-
HocTen (puc. 4). Taxénble NOPOKKU BbiABAAKOTCA Y 27%
60AbHBIX; B UX YNCAE MUKPOMEAWSA (YMEHbLLEHWE B pas-
Mepax KOHEYHOCTH), DOKOMEAUS (OTCYTCTBUE UAW 3HAUN-
TeAbHOE HEAOPA3BUTUE NMPOKCMMAAbHbIX OTAEAOB KOHEY-
HOCTEN) M OAUrOAAKTUAMA. MHOTAG TMMONAA3USA HOCUT OA-
HOCTOPOHHWI XapaKTep — MOXeT HabAIOAATLCS HaAUuKe
TOAbKO OAHOTO NaAbLi@ Ha YKOPOUYEHHON pyke. Pexe Bbl-
ABASIETCSI TUMOMNAA3UA AYYEBOW KOCTU U KOPOTKME MeTa-
KapnaabHble KOCTU (puc. 5). HabaopatoTcs Takxe KAK-
HOA@KTUAMS V NanbLa, NPOKCMMaAbHOE PaCNOAOXKEHHME |
naAbLa KUCTEW, TMMONAA31s MblLLL, TEHAP, OFpaHUYeHe

Puc. 2. deHotnnmMueckme ocobeHHOCTU PebEHKA C CUHA-
pomom KopHeann pe NaHre

NMOABMXHOCTM B CycTaBax, Yalle AOKTEBLIX. Y HEKOTOPbIX
AETEN ONMCaHO YMEHbLUEHWE Pa3MepPOB CTOM U KUCTEN,
CUHAAKTUAMS MaAbLeB cTon. Habaropatotcss U apyrve
aHOMaAMW KOHEYHOCTEN U CYCTaBOB: YMEHbLLEHWE YMC-
Aa NanbleB, cruMbaTeAbHble KOHTPaKTYpbl, OTCYTCTBUE
06eunx 60AbLLIEOEPLIOBbLIX KOCTENR, AedopMaLmsa MO3BO-
HOYHMKA W TPYAMHBI, ¥ HEKOTOPbIX BGOAbHbIX KOPOTKas
wes. TMAMYHBIM NPOSIBAEHWEM CUHAPOMA KopHeAnu ae
NaHre ABASIETCS TMNEePTPUX03, PE3KO BblPaXEHHbIN B 06-
AACTW CMMHbI U NOSICHWLbI; 0bLLasi MPaMOPHOCTb KOXMU;
KpacHOTa KOHUMKa Hoca, LiMaHO3 HocorybHowm obAaacTy,
CAabbli BbICOKWI TOAOC. YacTo BbIABASIOT MOMNEPEUHYHO
AAAOHHYIO CKAaAKY. boaee ueM y NOAOBMHbI MMeeTcs
HapyLleHNne MOTOPHOM OYHKUMKN XEAYAOUHO-KULLEYHOMO
TpakTa, HEPEeAKO BbISIBASIETCA racTpo33odareanbHbii
pedatoke. OnucaHbl TPOMOOLMTONEHUS, HApyLLEHWE Ce-
KPELMU rOHAAOTPOMHbIX TOPMOHOB W MPOAAKTUHA, NaH-
runonuTyntapuam [1, 2].

Y 60AbHbIX C CUHAPOMOM KopHeAnn pe AaHre value,
yeM B MONyAALMW, UMEITCA pPa3AMUHbIE MOPOKK BHY-

Puc. 3. AHomanmu 3y6oB, HEOa
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Puc. 4. AHOMaAMKU CTPOEHNS BEPXHUX KOHEUHOCTEN

TPEHHUX OpPraHoB, OCOBEHHO aHOMaAUM MOYEK (MOAM-
KMCTO3 MoueK, rmapoHedpo3, NOAKOBOOOPa3Has Noyka),
ypoAuTMa3 U HedpoanTmas [1, 2]. Hepeako BCTpeyaroTcs
aHOMaAWK Pa3BUTUS XEAYAOUHO-KULLEYHOTO TpaKkTa (YyA-
BOEHWE VAU HEMOAHbIA MOBOPOT KULUEYHUKA, MUAOPO-
CTEHO3, AMadparMasbHble TpbiXK, Tpaxeodzodareab-
Hble GUCTYAbI, CTEHO3 MULLEBOAA, MOABUXHaA caenas
KULLIKa, 06Lan 6pbixenka TOHKOM WM TOACTOM KMLLOK).
Mmerotca u Apyrue, He BCErpa COYETalolMECA C CUHA-
POMOM, aHOMaAWMK: TUMOMNAA3MS HapPYXHbIX MOAOBbIX
OpraHoB (4alle y MaAbYMKOB), KPUNTOPXM3M (OAHO- UAU
ABYCTOPOHHWI), AByporasi MaTka, naxoBble rpbiXu. Bbl-
ABASIEMbIE Y MALMEHTOB aHOMaAUKU rPebeLlKoB COCOY-
KOB KOXW yKa3blBalOT Ha HaAMUYME HEKOTOPbIX 3HAKOB
NPUMWUTUBHOCTU (CKAAAKA AAAOHM Kak y 006€e3bsiHbl) MAK
Ha HEeKOTOpble PEAKOCTU CPEAM YEAOBEYECKOro Hace-
AEHWUS (ACMMMETPUS MEXAY MaAbLEBbIMU OTNevaTka-
Mn). B 30-50% cayuaeB cuHapom KopHeann pe NaHre
COMPOBOXAAETCA NMOPOKaMu cepaLa, Hauboaee TUMUY-
HbIMW M3 KOTOPbIX ABASIKOTCA KAAMaHHbIA CTEHO3 Aerou-
HOM apTepuu U aopTbl, @ TakXe CENTaAbHble AEDEKTDI,
vyawe - AedeKT MEeXXXeAyAOUKOBOM Neperopopku [2].

Puc. 5. AHOMaAUKM CTPOEHMSI HUXHUX KOHEYHOCTEN

MoryT 6bITb BbIIBAEHbI TakMe peakre NMOPOKK Cepaua,
KaK M30AMPOBaHHas MepcuUcTUpytowas natas Ayra aop-
Tbl [7]. OCHOBHOW MPUUMHOM CMEPTU TaKUX AETEN ABAS-
HOTCS cepAeYHasi HEAOCTAaTOUYHOCTb M MHEBMOHMSA [2].

O¢TanbMOAOTMUYECKME HAPYLLEHUS BKAKOUAKOT MTO3,
HWCTarMm, Kocoranasue, BbICOKYH CTeneHb MUOMWU, acTUr-
MaTU3M, CHUXEHHbIA MaKyASPHbIA pedAEKC, MUKPOKOP-
Hea, reTePoXpoOMUIO PaAYXKKU, KOAOBOMY MAM aTPOdUIO
3PUTEABHBIX HEPBOB, GUCTYAbI CAE3HOIO KaHaAa.

Yacto BbIABASIETCA YMEPEHHass HEeMpOCeHCOpHasn
TYroyXxocCTb.

HeBponorMyeckne HapyLLeHUs, Kak NPaBUAO, MPEA-
CTaBAEHbl MbILLIEYHON MMNOTOHUEN, OXMBAEHUEM CyXO-
XWAbHbIX PEDAEKCOB, HO BO3MOXEH TaKXe U FTMNepToHYC
MbILLL, KOHEYHOoCTeN. OUYeHb XapaKTepHbl AAS paccMma-
TPMBAEMOro CUMHAPOMA pPacCTponcTBa peuun. Moatomy
OH Ha3BaH «yMCTBEHHAs OTCTAAOCTb C FMMEPTPUXO30M
U peyeBbIM HEAOPA3BUTMEM». PeueBble HapyLLEHUS Bbl-
paxeHbl 6oAbLLE, YeM 0ObIYHO MPU OAUTODPEHUN. UHOT-
Aa peyeBoi AedeKT ABASIeTCA BEAYLMM CUMMTOMOM
B MCUXMUYECKOM cTaTyce (0COBEHHO Npu HEernybokoMn
WUHTEANEKTYAAbHOM HEAOCTATOUYHOCTH). B cBA3K C 3TUM,
TakMM OOAbHbIM HEPEAKO CTaBMTCH AMArHO3 MOTOPHOMN
anaAMK  (HAaCTOAbKO 4YETKO BbIPaXeHO pacxoXAeHWe
MEXAY PeYEBbIM HEAOPA3BUTUEM U OOLLUMM MHTEANEK-
TyanbHbIM ypoBHEM). OpHako B OOABLUIMHCTBE CAyYa-
€B peueBble HapyLUEHUs UMEIOT XapaKTep AU3aPTPUN.
YXe B paHHEM BO3pacTe Y HEKOTOPbIX AETEW OTMeua-
HOTCA OYEHb TUXMI KPUK, HEYMEHWe 3eBaTb, CMesATbCH,
YTO CBMAETEABCTBYET O MOpPaxeHuu neprdepruyeckoro
peyesoro annapara. B Apyrux, 6oAee AErkux CAyvasx
Ha MepBbli NAAH BbICTYNatoT caabasi peyeBasi akTUB-
HOCTb, HEAOCTaTOYHas aBTOMaTU3aLUMst PeYn BO BPeEMS
AOTOMEAMYECKUX 3aHATUWM MPW OTCYTCTBUM AM3IAPTPUM,
T. €. 3aAepPXKa pPeyeBoro pas3BuTMA. Bcem aetam cBom-
CTBEHHbI BAAOCTb, aCMOHTAHHOCTb, MEAAUTEAbHOCTb,
a TakXe BblpaXeHHble KonebaHUs NMCUXMUYECKOro cTaTy-
ca, uto B boAee cTaplLleM BO3pacTe PE3KO CKa3biBaeTCs
Ha paboToCcnocobHOCTH.
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YMCTBEHHasi OTCTAAOCTb HabAtOAAETCs MpakTuue-
CKM y Bcex BoAbHbIX: B 80% CAydaeB ycTaHaBAWBAOT
UMOELIMABHOCTb UAK TAYOOKYHO AeBUAbHOCTL [11]. Hei-
POMCUXONOTMYECKOE WCCAEAOBAHME MOKa3an0, u4TO
y AETEN C CMHAPOMOM KopHeAunn pe NaHre Aydlle pas-
BWUTbl HaBbIKM CaMO0OCAYXMBaHWUA Ha OGbITOBOM YypOB-
He, yeM BepbanbHasi KOMMYHUKaUMA. OAHAKO OnMcaHbl
M B6OAbHble C HEPE3KO BbIPaXEHHbIM WMHTEAAEKTYyaAb-
HbIM pedekToM (IQ = 73-75). BOAbHBIM C CUHAPO-
MoMm KopHeann ae NaHre CBOWCTBEHHA ayToarpeccus
M CKAOHHOCTb K CTEPEOTUMHbLIM ABWXEHWAM - Oery
Nno Kpyry, CTEPEOTUNHLIM ABMXEHUAM PYK [3]. Y MHOrmMx
naumMeHToB UMEOTCA HapyLleHUs cHa. Y 25% 60AbHbIX
OTMeYaeTCA CYAOPOXHbIM CUHAPOM, Kak NpPaBWAO, 3MK-
3oamueckuii [3]. Ha peHTreHorpamme uepena MoryT
0b6HapyXMBaTbCA NPU3HAKKM BHYTPUUEPENHON rMNepTeH-
3un. Ha anekTpoaHuedarorpamme naTtoAormyeckue ms-
MEHEHUA OTCYTCTBYHOT.
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Y Bcex OOAbHbIX OTMEYaloT OTCTaBaHWMe B POCTe,
YMCTBEHHAs OTCTAAOCTb Pa3AMUYHOM CTemneHu. Tumnuu-
Hbl PEUMAMBUPYIOLLME pPecnupaTtopHble WHOEKLUH,
a TakK Xe XPOHWUYECKWUI PUHWT, raiMOpPUT, anrepruye-
CKMIM KOHBIOHKTUBUT. AAA HUX C POXAEHMA XapaKTepHbl
o6L1an BSAOCTb, MbllleyHas cAaboCTb, MAOXOM anneTuT,
6AeAHOCTb, aHEMUWYHOCTb M NACTO3HOCTb (HA 3TOM OCHO-
BaHUU MHOrA@ BOAbHBLIM OLIMBOYHO CTABUTCA AMArHo3
rmnotupeosa). BblAeAsitoT ABa BapuaHTa CUHApPOMa:
nepBbin (KAACCUUYECKUIN) C BblIPaXeHHOW BPOXAEHHON
rMnoTpoduen, 3HauYUTEAbHON 3aAEPXKOM GU3MUECKOTO
M WUHTEAAEKTYAAbHOrO Pa3BUTUSA B MOCAEAYHOLLEM, TPYy-
6bIMK MOPOKaAMKU Pa3BUTUS; BTOPOM - C aHAAOTUUYHbIMM
AMUEBBLIMU U MaAbIMW CKEAETHbIMU aHOMaAMAMM, MO-
rPaHUYHON 3aAEPXKKOM NCUXOMOTOPHOIO Pa3BUTUS U OT-
CYTCTBMEM TpybbIX NOPOKOB pa3BUTUA. CpaBHUTEAbHASNA
XapaKTepUCTUKa ABYX BapWaHTOB CMHAPOMa KopHeanu
Ae NaHre npuBepeHa B Tabauue 1.

Tabavua 1. OCHOBHbIE npoABA€HUA KAaACCUUYECKOoro
7] A06p0KalIECTBeHHOI'0 cuHapoma KopHeauu ae NaHre

BapuaHTbl cMHAPOMA

| KAaCCUUECKUIA Il AoobpoKauecTBEeHHbIN

XapaKkTepHble AULEBbIE UBMEHEHUS

Nmetotesa

Nmetotcsa

CKeAeTHbIe HapyLleHUs

BbipaeHsbl

YMepeHHbIEe UAK
MWUHUMaAAbHbIE

lMpe- 1 nocTHaTaAbHanA 3aAePXKa GUINUECKOTO
pasBuUTUA

BblpaxeHHas, Macca Tena
MeHee 2500,0 r

YmepeHHas

MOPOKK PaA3BUTUA BHYTPEHHUX OpPraHoB

Taxénble, NPUBOAALLME K TAYOOKOM
WUHBAAMAHOCTM UAM CMEPTH

HeTaxéAble AW OTCYTCTBYIOT

YMCTBEHHAA OTCTAAOCTb

Tny6okas

Nérkas UAK morpaHuyHas

Mpn KAaccMyeckom BapuaHTe CUHAPOMa KopHeAnu
Ae \aHre xapaKTepHble YepTbl CTPOEHUSA AMLE 3aMETHbI
yXe Npu pOXAEHUW, B TO BpeMs Kak npu «pobpokavecT-
BEHHOM» GEHOTUMNE AULEBLIE aHOMaAUK GOPMUPYHOTCA
K 2-3 ropam. He MCKAKOYEHO, YTO ABa pa3Hbix GpeHoThNa
cuHApOMa KopHeAann pe NaHre ABAAKOTCA aAAEAbHbIMU
BapuaHTamMu.

AunarHocTUKa OCHOBbLIBAETCH Ha KAMHUYECKMX MPO-
ABAEHUSIX U pe3yAbTaTax AabopaTopHO-GYyHKLMOHAABHBIX
nccaepoBaHuin. Mpu peHTreHorpadruuyeckoM MCCAeAOBa-
HUW BbIABAAIOTCHA AUCMPOMOPLUMOHAABHOE YKOPOYEHUe
BEPXHUX KOHEYHOCTEMW, aHOMaAbHaa dopmMa MeTakap-
NaAbHbIX KOCTEN UAK danaHT NaAbLEB, TMNOMNAA3UA CPEA-
Her danaHrun Il naabua Kuctu. Mpu NPOBEAEHUU MarHuT-
HO-pPEe30HaHCHOM ToMorpadum roAOBHOTO MO3ra HEPEAKO
0bHapyXMBaAETCS ABYCTOPOHHSAA TMMNonAa3ust AOGHbIX AO-
A€W, pacLUMpPEeHnEe XEAYAOUKOB MO3ra, rMno — UAM anaa-
318 MO30AUCTOrO TeAQ, HapyLLEHUE MUEANHU3ALIMMN.

AnarHo3 yctaHaBAMBAOT Ha OCHOBaHWUK XapakTep-
Horo ¢eHoTvna. Hanbonee NMOCTOAHHLIMU NPU3HAKAMM
ABAAIOTCA MUKpobpaxuuedasms, CMHOPPUC, 0COBEHHO-
CTWU CTPOEHUA HOCa W YBEAUMUYEHHOE PaCCTOSHUE MEX-

Ay €ro OCHOBaHWEM W BepxHeWl rybon, MUKpPOMEAUs,
rMNepPTPMXos3, OTCTaBaHME B GU3UYECKOM U HEPBHO-
NCUXMUYECKOM pPa3BuUTUM. 0653aTEAbHO WMCCAEAOBaHWE
Kapuotuna ¢ UCNOAb30BaAHWEM COBPEMEHHbIX METOAOB
LMTOreHEeTUYECKOro aHaAm3a.

AAA UCKAKOUEHMA MOPOKOB Pa3BUTUSA M aHOMaAUK
CO CTOPOHbI BHYTPEHHUX OPraHOB NauMeHTam C CUHAPO-
MOM KopHeAun pe AaHre HeobXOAMMO MPOBOAWTL YAb-
Tpa3BykoBOe 06CAeAOBaHME OpraHoB OPOLLIHOW MOAO-
CTH, NOYeEK, cepaua.

AvnarHos cuHapoma KopHeAnn pae AaHre He npocT,
TaK Kak BCTPEeYatoTCsi YMCTBEHHO OTCTaAble AETU C He-
6OAbLLMM YUCAOM @aHOMAAUKN, BXOASILLMX B AQHHbIN CUH-
ApoM. Tpy OTCYTCTBMM HECOMHEHHOIO METOAA AMArHo-
CTUKM TPYAHO CKa3aTb, MOXHO AU TaKMe CAy4Yau OTHOCUTb
K CUHAPOMY KopHeann pe AaHre. 3TOT CAOXHbIM BONPOC
KacaeTcsl U Apyrnx 3aboreBaHUM, AMArHoCTMKa KOTOPbIX
OCYLLIECTBASIETCA Ha OCHOBE TOAbKO KAMHUUYECKOTO CBO-
eobpasus.

AnddepeHunanbHaa AMArHOCTUKa OCYLLECTBASA-
eTcsl C BHYTPUYTPOOHBIMU MHOEKLMAMM, @ TAKXKE C CUHA-
poMamMu, NPEACTAaBAEHHbIMW B TabauLe 2.
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Tabanua 2. AuddpepeHunanbHasa AMarHocTuka cuHapoma KopHeauu ae AaHre

Mpu3sHaku CuHapom KopHeaun ae NaHre

CuHApOM HyHaH

CuHApoM PybuHwwTENHa-Teibu |  CuHapom Mpaaepa-Buaan

Tun HacaepOBaHUA XPOMOCOMHbIE
MUKpoaeneumnn (3q)
[eHeTnuyecKkan

reTeporeHHoCTb

AyTOCOMHO-
AOMUWHAHTHbIN

AyTOCOMHO-
AOMUWHAHTHbIN

AyTOCOMHO-
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MatonorMyeckaa aHaToMuA MpuU CMHAPOME KopHe-
AMU Ae N\aHre 13yyeHa AOCTaTOYHO NopApobHo [4]. Hau-
6onee XxapaKTepHbIM HapylleHWeM pa3BUTMSA MO3ra
ABASIETCA ABYCTOPOHHSASI anAasusi OnepKyAsIpHbIX OTAE-
AOB AOBHbIX AOAeN. OTMeUatoT Takxe OTCYTCTBUE LEHT-
paAbHOM (POAAHAOBOWM) 60PO3AbI, TMMIONAA3UIO NUPAMUA
0H0HATEABHOIO HepBa, BEPXHUX BUCOYHbIX WU3BUAUH,
3aAHeN cnankM MO30AMCTOrO TeAa, OTCTaBaHWE TEMMOB
MWEAMHU3aUMM U pacnap MUMEAWMHA, TAMO3 U OYaroByto
anAasuio KAETOK HapyXHOro 3epHUCTOro U MMpamuA-
HOrO CAOEB BO BCEX OTAEAAX MO3ra, afnAa3uto MAW TUno-
NAa3uo MO30AMCTOrO TeAa, PacLLUMPEHUE XEAYAOUKOBOM
CUCTEMbI. an T’MCTOANOTMYECKUX UCCAEeAOBaHNAX YaCTO
BbIABASIIOT FOPU30HTAAbHYIO WMCUYEPUYEHHOCTb KAETOK Il
CAOSI KOPbl MOAyLLIAPWUIA BOAbLLOrO MO3ra U AWUCTOMMUIO
HENPOHOB MO3XEUKa.

CneundUUeCcKOro Ae€YeHUA He CyLEeCcTBYET, MUC-
MOAb3YETCA TOAbKO CUMNTOMATHU4YECKOE. an Heobxo-
AMMOCTM MPOBOAAT MNPOTUBOCYAOPOXHYIO W CeAaTUB-
HylO Tepanuto. NIPUMEHAIOT HOOTPOMbI, aHaboAUYecKre
rOPMOHbI, BUTAMWHOTEPANUIO, Hecneunduyeckne Ciu-
MyASiITOPbl pocTa (L-kapHUTWH). A\eyeHue HanpaBAEHO
Ha CTUMYASILMIO Pa3BUTUA peyr U MOTOpUKU. OTMeYeH
NMOAOXUTEABHbIM 3PPEKT OT MPUMEHEHWUS MpPenapaToB
CTUMYAMPYIOLLETO AENCTBUA (LepebpOoAn3UH, BUTAMUHbI
rpynnbl B, G-amrMHomMacAsiHHana knucaota, N deHnakapbo-
MOUWA U AP.). Heobx0AMMbI TakXe Maccax U AevyebHas
®U3KyAbTYpa. BOAbHBIM C BbIpaXeHHOM 3aTOPMOXEH-
HOCTbO, BAAOCTbIO PEKOMEHAOBAHbI HEGOAbLLME AO3bI
TpeonanHa. AAS NoByXAEHUA YMCTBEHHOM aKTUBHOCTU
TakKUM AEeTAM 6yAyT NOAE€3Hbl MY3blKaAbHble 3aHATUA:
Urpbl ¢ My3blKaAbHbIM COMPOBOXAEHUEM, PUTMUYHbIE
ABWXXEHWS, CMOKOMHOE MPOCAYLLUMBAHWE HaMEBHbIX Me-
ANOAMM, MOKa3 U yyacTue B CKa30YHbIX NMPEACTAaBAEHUSIX.
0coboe BHWMMaHWE B3POCAbIM CAEAYET YAEAATb Pa3BU-
TUIO peun y Takmx AeTen. CocTosiHue peTel ¢ bonee ner-
KUM HapylweHnem CyLeCTBEHHO yAydllaeTca npu AOro-
neAnMYeCcKUX 3aHATUAX. MaAbIWKW C CUHAPOMOM Ae AaHre
OYeHb BOCMPUUMUMBBI K PasAMYHbIM 3aboAeBaHUAM
BEPXHUX AblXaTeAbHbIX NyTen. B atom cayvae ueneco-
obpa3HO coueTaTb 3akaAMBaHWE U MPODUAAKTUKY
OCTpPbIX PECNUPATOPHbIX MHOEKLMIA, 0beperaTtb OT nepe-
OXAaXAeHWI. MPOBOAMTCA KOPPEKLMSA MOPOKOB BHYTPEH-
HWX opraHoB. MPOrHoO3 AASl XW3HW HeBAAronpUATHBbIN,
6OAbLLUMHCTBO BOAbHbIX NOrMBAOT B paHHEM AETCTBE.

MpodunakTUKa 3aKAKOHAETCH B MEAWKO-TEHETUYE-
CKOM KOHCYABTMPOBAHWKW CEMEW, B KOTOPbIX MMEHTCS

60AbHbIE C TEHETUYECKOW NAaTOAOTMEN UAU MHOTOYMUCAEH-
HbIMW CTUTMaMM AMCIMOpUOreHesa. IMMNUPUUYECKUIA
PUCK NMOBTOPHOIO POXAEHUS pebeHKa C CUHAPOMOM Ae
N\aHre B CnopapUMuYeckux CAyvasix npu OTCYTCTBMM XPO-
MOCOMHbIX abeppauunin y poautenen coctaBasieT 2%.
B ceMenHbIx cAyYasix, UCXOAA U3 TMNOTe3bl ayTOCOMHO-
PELECCUMBHOIO HAaCAEAOBaAHWS CUHAPOMA, BEPOATHOCTb
poxaeHUsa 6BoabHOTro pebeHka coctaBaseT 25%.
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