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[Touastre Curzpoma

Cunspom HyHaH — reHeTHYECKAaSA IIATOAOTHS,
KoTopasd

XapaKTEPH3YETCSI PA3BUTHEM Y OONBHBIX
CHMIITOMOKOMIIAEKCA, CXOAHOI'O C BORE3HBIO
[Tlepemerckoro-Teprepa (Curspom
[llepemieBckoro TeépHepa - XxPOMOCOMHAA
IIATONOI'HS, OOyCAOBAEHHAA

YACTHYHOM HAH ITIONHOH XMOHOCOMHUEH.
KauHIYeCKEMH IIPHU3HaKaMH CHHAPOMA
[llepemieBckoro-TépHepa CAY>XAT HU3KOPOCAOCTD,
T'HIIOT'OHAaAMN3M, IIOPOKH PAa3BUTHA), HO BCTPEYAETCH Y
AHI] OOOHX IIOAOB U HE COIIPOBOXAAETCS
H3MEHEHHEM KOAHMYECTBA XPOMOCOM.



HcTopusa

BbonesHus omucana B 1963 roay aMepuKaHCKHEM BpadyoM-
Kapauonorom XaxknuH HyHaH, COOBIIHBINIEH O AEBATH IIAITHEHTAX
CO CTE€HO30M KAAallaHa AET'OYHOM apTEPHH, MAABIM POCTOM,
I'UIIEPTERAOPHU30M, YMEPEHHBIM CHIDKEHHEM HHTEAREKTA, IITO30M,
KPUIITOPXHU3MOM H CKEAETHBIMHU HapylineHuamu. AokTop HyHaH,
IIPaKTHKOBABIIIAS KaK AETCKHUH KapAUOAOT B YHUBEPCUTETE AHNOBEI,
3aMEeTHAQ, YTO Y AETEH C PEAKHM THUIIOM IIOPOKa CEPALIA —
CTEHO30M KiallaHa AETOYHOH apTEPHH- YaCTO HAaOAIOAAAHCH
TUNINYHBIE PU3HUYECKHE aHOMAAHUU B BUAE HHU3KOI'O POCTA,
KPBIAOBHUAHOM IIIEH, IMHPOKO ITOCAXXEHHBIX I'a3 M HU3KO
PACIIOROXEHHBIX yiIeH. ManbuuKy 1M AEBOYKH IIOPAXKAANCH
oanHaKoBO. AokTop AxoH Ommuil, ObIBIINK CTYACHT HyHaH, IepBeIM
BBEA B ynorpebneHue repmut «Cunspom HyHan» ana
XapaKTEPHUCTUKHU COCTOSHHUSA AEeTEH, Y KOTOPBIX OTMEYARHCH
IIPH3HAKH, ITIOXO0XHe Ha onucanue HyrnaH. Ilo3zxe Hynan Hanmcana
craTbio «['uneprenopusm c derorunom TepHepa», u B 1971 roay
Ha CUMIIO3HYME CEPACYHOCOCYAUCTBIX 3a00NEBAHUY I'a3BaHUE
«Cunapom HyHnany cTano ooHIIHARBLHO IPH3HAHBIM.



Buemuanun Buz seten npu CHHApOME
Hyxan

YKOPOUEHHAA IIes C KPhIAOBHUAHBIMH CKAAAKAMEH;
TOACTBIE HECKOABKO OIIYII€HHbIE BEKH;

CBOEObOpa3HBIN pa3pes I'nas;

YBEAHYEHHE PACCTOSTHUSI MEXAY BHYTPEHHUMH KPasMH I'Na3HHII;
HH3Kas IIEPEHOCHIIA C IIHPOKHM OCHOBAHHEM;

VTOAIIEHHBIN KOHYHK HOCA;

BBIBEPHYTHIE HO3APH;

Yy AeTEeH YaCTO OTMEeYaeTCs BhICOKOEe I'OTHYEeCKoe HEDO;
KPBIAOBHAHBIE CKAAAKH B IIOAMBIIIIEUHBIX OOAACTSIX;

HH3KO PACIIONOXKEHHEBIE U IIHPOKO PAaCCTaBAEHHBIE COCKH;
IINOCKHE CTOIIbI, OKPYI'AbIE IIACYH;

HH3Kas AMHHS POCTAa BOAOC HA 3aThIAKE;

KPBIAOBHUAHBIE AOIIATKH;

XapaKTEPHO PACIIOAOXEHHE VIIIEH - ITIOA YI'AOM C HEKOTOPBIM
Pa3BOPOTOM Ha3aA,;

LETH OTCTAIOT B IICHXOMOTOPHOM H OCOBEHHO peueBOM
Pa3BUTHH, YaCTO HAOAIOAAIOTCSA CTOMKHE HaAPYILIEeHHS
3BYKOIIPOHU3HOIICHHS.






IIpuyuHEI

ITo ZaHHBIM COBPEMEHHOM '€HETHKH, CHHAPOM

HyHaH 0OyCAOBAEH MYTAILlHIMH I'eHa, PACIIOA0XKEHHOTI'O Ha 12 XpoMmocome.
OH KOAHPYEeT IOCAEA0BATEABHOCTD OAHOI'O B3 OEAKOBPETYAITOPOB
KAETOYHOI'O OTBETA Ha pa3sHOOOpa3HbIe BHEIIIHHE BAUSTHHUS.

AedexTamMu JaHHOI'O reHa OOyCAOBAEHA AHIIH IIOAOBHHA CAYYAE€B PA3BUTHUSI
cuHipoMa HyHaH, B OCTanbHBIX CAyYASX DTHOAOTHSA 3a00nEeBaHHSI OCTAETCS
HeHu3BeCTHOM. MyTalui HaCAEAYIOTCS II0 ayTOCOMHO-AOMUHAHTHOMY
MEXaHH3MY, O4HAKO OOABIIIMHCTBO HOBBIX CAyYaEB 3a00neBaHUA
OO6yCROBAEHO CIIOHTAHHBIMH '€ PMHHATHBHBIMHI€HETHYECKHMH AePEKTAMH.
CeMmernHble BapHaHThI CHHAPOMA HyHaH 0OBIYHO XapaKTEPHU3YIOTCS
Iepesaven 1o MaTEePHHCKON AMHHH, TaK KaK Y OOABHBIX XKEHIIIHH, B OTAHYHE
OT MY>K4YHH, COXpPaHsIeTC PEPTUABHOCTS H BO3SMOXHOCTD 3aUaTh pebeHKa.
HapyIieHne KneTOYHOI'O OTBETA Ha PA3AUYHBIC BO3AEHCTBHA IIPHUBOAUT K
POPMHPOBAHHUIO IIOPOKOB CEPAEUYHOCOCYAUCTOM, MOUEBLIAEAUTEABHON U
OTYACTH OIIOPHO-ABHUI'aTEABHOM CHUCTEeMEI. UHTenneKTyanbHOE pa3BUTHE IIPH
curapoMe HyHaH cTpasaeT B pa3sAUYHON Mepe — OT BbIPaXKEHHOH
YMCTBEHHOHN OTCTAAOCTH A0 HE3HAUNTEABHO CHUXXEHHOI'O HAHM HOPMAaAbHOI'O
HHTEANEKTA.



Ecnu y peb€HKa IIOCTaBAEH
Cuuaspom HyHaH HY>XHO:

TIIATENABHO OOCAEAO0BATL COCTOSIHHE €TI0
35,0POBBSI;

IIOCETHTH KapAHOAOTd, DHAOKPHHOAOTA H
OpPTOIIEAa;

pebeHka 06s13aTENBHO AOMKEH HAONIOAATD
LETCKHUH IICUXHATP CAEAYET CTUMYAHPOBATH
YVMCTBEHHOE Pa3BUTHE PEOEHKA;
Pas3BHBATbL MOTOPHUKY, AOBKOCTDH 1
KOOPAHHAIIUIO ABMDKEHHH,
CaMOCTOSITEALHOCTD H YBEPEHHOCTE B CebE€;
IIPHUYYATh MAABIIIA K OOILIIEHHIO C
OKPY>XKAIOLIHMH.



ANarHoCcTHKA

Ans BBISBAEHHS CHHAPOMA HyHaH HCIIOAB3YIOT METOA 06I1Iero ocMOTpa,
H3y4YEeHUEe

HACAEACTBEHHOI'O aHaMHe3a HONBHOI0, KAPAHOAOTHYECKHUE
NCCAEAOBAHHUSA, TEeHETHYECKHE U IIUTOT€HETHYECKIE aHaAU3EL.
BcrioMmoraTenpHyIO pOAb B AHATHOCTHKE 3TOI'O 3ab0neBaHUA UI'PAIOT
aHaNM3bI Ha YPOBEHD

ITOROBBIX U APYI'HX TOPMOHOB, U3y4eHHEe PYHKIIHOHUPOBAHUSI
MOYEBBIACAUTEABHOM U IIONOBOM CHCTEMbI OOABHBIX.

ITpu npoBeAeHNN KapAHOAOTHYECKHUX HCCAEAOBAHHUH
(anexTpokapauorpaduu, 3XoKapauorpaduu 1 APyrux) Ipu CHHAPOME
Hynau B 80% cayduaeB BBIIBASIOTCS Pa3HOOOpa3HbIe BPOXKAEHHBIE
IIOPOKHU CEPALIA — CTEHO3 AET'OYHOI'O CTBOAA, AePEKT MEXOKEAYAOUKOBOH
IIEPETOPOAKH, OTKPHITHIN BoTannoB npoTok. Y 6OABHBIX CTAPIIETO
BO3pacTa MOXET PETUCTPHUPOBATLCSA 'HIIEPTPOHUI PA3AUYHBIX OTACLOB
MHOKapAa.

AOBOABHO YacTO Y 60AbHBIX CHHAPOMOM HyHaH npu npoBeseHUHU
VABTPA3BYKOBOI'O HCCACAOBAHHUS OIIPEAECATIOTCS aHOMAAHH PAa3BUTHS
IIOYEK — OT T'HAPOHepO3a U I'HIIOIIAA3HH AO IIORHOT'O OTCYTCTBHUS

(ATATITARTIIT) A TXITATT TT2 TTTIY



NedeHHue

Crnenndnyeckoro AeYeHHUI CHHAPOMA
Hyxax Ha cerosHaIIHuHT

LEHDb HE CYIIECTBYET, IPHMEHSIIOTCS
pa3sHoobpas3HbIe

CHMIITOMAaTHYECKHE MEPOIIPHUATHS, B TOM
YHCAE U

XHUPYPTIHIEeCKOr'o XxapakTrepa. Yalle Bcero
IIOMOIIIb XHPYPI'OB yXe

B paHHEM BO3pacTe TpebyeTcs And
KOPPEKIIHYU BPOXAECHHBIX

IIOPOKOB CEPAILIA, XapaKTEPHBIX AAT DTOI'O
3aboneBaHM.



IIporuos u
IpodHuRAKTHKA

IIporuos cuuapoma HyHaH OTHOCHTERBHO XXU3HU
OOABHOT'O

LOBOABHO OAaronpHUsaTeH, OCOOEHHO IIPH IIPABHABHO H
CBOEBPEMEHHO IIPOHU3BOAUMBIX CHMIITOMATHYECKHX
MEPOIIPHUATHUIX — KOPPEKIINH IIOPOKOB CEPALIA B APYIHX
HapVIICHUH.

BoabHEBlEe AOKKHBL IPOXOAHTH PeryasapHoe
obcnenoBaHHE YV CIEIIHARHCTOB PAa3AHYHOIO NpodHA,
I'NaBHBIM 06pa3oM y KapAHOAOr'a, YPOAOTa H T.A.

OTO IIO3BOASET BBIIBUTH BOSMOXXKHbBIE OCAOXKXHEHHUS
cuHapoma HyHaH Ha paHHMX 3Tallax ¥ HAYaTh UX
CBOEBPEMEHHYVIO TEPAIIHIO.

Kaxnx-nub60 MHBIX METOAOB IIPOMHUAAKTHKH STOI'O
COCTOSIHHSA

Ha CETOAHSIIHNN MOMEHT HE CYILIECTBYET.

ChrenyeT YYHTBHIBATD, UTO IIPH HAAHMYHH 3a00NAEBAHHUSA ¥
OyAyIlIeH MaTEPH BEPOSITHOCTS PA3BUTHSI CHHAPOMA
Hyuauy

pebeHKka (IIPH reHeTHYECKH 3A0P0OBOM OTIIE) COCTABASET



Crnacub6o 3a BHHUMAaHue!




