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CuHapom HyHaH — reHeTuyeckas natornorusi, Kotopas
XapakTepusyeTcsi pasBUTUEM Y DOMbHbIX
CUMNTOMOKOMIMMEKca, CXoAHOoro ¢ 6051e3HbI
LLlepelwueBckoro-TepHepa (CuHgpom LLepewieBckoro-
TepHepa - XpOMOCOMHaga rnatonorusi, obycnosrieHHas
YaCcTUYHOWN UMK NMOTHOU X-MOHOCOMMUEWN.
KnnHnyeckummn npnsaHakamm cuHgpoma
LLlepelueBckoro-TepHepa crnyart HU3KOPOCIOCTb,
rMrnoroHagu3m, NopoKn passBmuTuUda), HO BCTpeYaeTcs y
nuvL, obomx NOMoB N HE CONPOBOXOAETCS
U3MEHEHUEM Kosiudyecmaea XpOMOCOM.




KnuHunyeckue npusaHaku:
HU3KWW POCT, NepBNYHAS
aMeHoped, becrnsiogne,
CTEPTbIE BTOPUYHBIE MOJIOBLIE
NPU3HaKN, KPbIJIOBUAHLIE
KO>Hbl@ CKJIaflKu Ha Lee,
BPOXXAEHHbIE MOPOKU CepALa,
FMAOMJa3ns HOrTen, CHUXeHne
OCTPOTblI 3pEHUA N CyXa,
rnonepevyHas JlafAoHHasa ckiagj -
Ka, HE3HAYUTEJIbHOE CHUXXEHNE
YMCTBEHHOIO Pa3BUTUS.

Tun HacnepoBaHuA:
MOHOCOMUSA X-XPOMOCOMBI.

NMNonynsyumoHHasa 4yacrtorTa —
7 10)0j0)e,



[>]

BriepBrie ortncan B 1928 r.

Kananyeckue npusHar|: runepreopusm (HeHOpMaJIbHOe (YBeJInYeHHOe)
paccTosiHue MeKIy ABYMS ITapHeIMU opranaMu. OOBIYHO UMeeTCsI B BHTY
IJIa3HOU THIEePTEeJIOPH3M, /Ui KOTOPOI'0 XapaKTepHO YBeJINYeHHOoe
paccTrosgHie MeskJy BHYTPEHHUMH yIVIaMU IVIa3 U 3padykaMu), SIIUKaHT, HU3KO
IocaskeHHbIe YIIIH, HapyllleHue IIpUKyca, aHTHMOHIOJIONTHBII pa3pes 1J1as,
KPHUIITOPXHU3M, aHOMAJIUU I'PYTHOHN KJIETKHU, HU3KHUI POCT, IIOPOKU cep/Iia,
yMCTBEHHAasi OTCTaJIOCTh.

Honynannonnaa JacToTa Heus3BecTHa




BriepBble 310 3aboneBaHune 6bIno onnucaHo B 1962
rogy OeTCcKum Kapguonorom XXaknuH HyHaH,
KoTopasi obpaTtura BHUMaHUe Ha CoOYeTaHme
NOPOKOB cepaLla ¢ HU3KOPOCMNOCTbIO, HannM4nem
KPbISTOBMOHbIX CKIagoK Ha Lee 1 apyrmmu
HapyLWEeHNAMMN,




B HacTosiLee BpeMs BbiSICHEHA reHeTU4YecKas
npupoaa cuHgpoma HyHaH — 310 3aboriegaHue ¢
ayMmoCOMHO-O00OMUHaHMHbIM MuUrioM Hacsrie0oeaHUs,
O[lHaKO B OCHOBHOM nepegaya naet no
MaTEPUHCKON NMMHNU. 3Ha4YUTENbHasA YacTb CryvyaeB
naTonorum obycriosrneHa CrnoHTaHHbIMU

MyTaluNAMN.




1 PacnpocTtpaHeHHOCTb CMHAOPOMAaCOCTaBMAET OT
1:1000 go 1:16 000 HOBOPOXOEHHBLIX. JTO
3aboneBaHne HyHaH no pasnuyHbIM JaHHbIM B
cpegHeM yauwe ecmpedaemcs y 0egoyekK U
rnpomeKaem y HUX HECKOJIbKO fiea4e, 4Yem y
MaJlb4UKO8.




Iyl CMHAPOMA HYHAH

[lo 4aHHbIM COBpPEMEHHOW NrEHETUKN, CUHOPOM
HyHaH oObycnoBrieH MyTauusMu reHa,
pacrnonoxeHHoro Ha 12 xpomocome. OH
KOOMPYET nocnegoBaTerbHOCTb O4HOro U3 6enkoB-
PErynaTOPOB KNETOYHOro OTBETA Ha
pa3HoObpa3Hble BHELLUHNE BIUAHUS.

LOedekTamu gaHHOro reHa obycnoBrieHa NuLlb
NonoBuNHAa cry4yaeB pa3BuTua cuHapoma HyHaH, B
OCTallbHbIX Cny4asax aTuosriornsa 3aboneBaHns
ocTaeTcsa Hem3BecTHoU. MyTaunm HacrnegyroTcs no
ayTOCOMHO-AOMUHAHTHOMY MEXaHN3MYy, OHaKo
BOnbLUNHCTBO HOBbLIX Cly4yaeB 3aborieBaHUS
0OyCNOBMEHO CNOHTAHHLIMU repMUHATUBHbLIMU
reHeTu4ecKkumm gedekramm.



CemMenHble BapmaHTbl cMHagpomMa HyHaH oObIYHO
xapakmepusyromcs rnepedayeu rno MmamepuHcKou
JIUHUU, TaK KaK Yy OOSIbHbIX XXEHLLUMH, B OTIN4YmMe OT
MY>XKYMH, COXpaHAeTCa PepTUIbHOCTb U BO3MOXHOCTb
3a4yaTb pebeHka.

HapyLwleHne KneTo4YHOro oTBeTa Ha pasfnmyHble
BO34ENCTBUA NPUBOAUT K POPMNUPOBAHNIO MOPOKOB
cepAeYHO-COCYyAUCTOU, MOYEeBbIAESNTUTENTBHON U
OoT4YacTu ONOpPHO-ABUraTesibHOM CUCTEMBI.

UHTennekTyanbHoe pa3BuTue npu cnHgpome HyHaH
cTpagaeT B pas3niM4HON Mepe — OT Bblpa)XeHHOM
YMCTBEHHOW OTCTaNoCTX A0 HE3HAYUTENbHO
CHUXXEHHOIo NN HOPMarbHOro MHTENeKTAa.



CumnTomsl cuHIPOMA HYHAH

KnuHundeckasa kaptuHa cuHgpoma HyHaH
XapakTepunayeTcs 3Ha4YNTENbHOWN CXOXECTbIO C
cuHgpomom LllepelueBckoro-TepHepa —

*HU3KUIM POCT (Bbiclaga rpaHuuya nopsigka 150-160
CaHTUMETPOB),
*Hanmuue KpblfToBUAOHbIX CKNAaOoK Ha Lee,
*,El,erOpMaLl,I/IFI NOKTEBbLIX CYCTaBOB,
LLII/IpOKaFI nepeHocuua c rmnepTenopnamMom,
*NT03 (OnyLLeHWe Yronkos pTa BHU3),
aHTI/IMOHFOJ'IOI/I,EI,HbII/I pas3pes rnas,
*HWU3KOE pacnosioXXeHne YLIHbIX PakOBUH,
*NMMUO aCUMMETPUYHOE,
*LLest KopoTKas,
*rpygHasl KrneTka Bnanag,
*nanblbl HA PyKax YKOPO4EHHI,
*nMMmdpaTnNYeCKME OTEKN HUXKHUX KOHEYHOCTEMWN.






CuHapom HyHaH

« Bnu3ok no oeHoTuny Kk cuHapomy LLiepeLuesckoro—TepHepa.
KapuoTtun npu 3TOM CUHOPOME HOPMasibHbIN, OONET Kak MasrbYuku,
TakK U OEBOYKN.

BHemHocTh 60bHOr0 cHHApoMom HyHaH:
cneurduyeckoe JIHLO C WHPOKO
NOCTaBJIEHHBIMH IVIa3aMH,
'AHTHMMOHTOJIOH/AHBIN pa3pes IVIas, 4acTo

C NTO30M, Y3Kasi BepXHAA U

YMeHbIIeHHAs HHXKHASA YeJIICTH, HU3KO0

pacnoJioKeHHble YIIHbIE PAKOBHHBI,

HIeHHas KPbUIOBU/AHASA CKJIaKa WU

KOpOTKas LIHpPOKas wes Co CNyLeHHOH
{3 IMHUEH BOJIOC,

- fppt.com



Co CTOpPOHbI BHYMPEHHUX 0p2aHo8 Npu cuHapome HyHaH
Hanbornee YacTo BCTpeYaloTcs pa3HOOOpa3Hble MOPOKHU
cepALa — 3TO MOXeT ObITb CTEHO3 JIEr0YHOro CTBONA,
nedeKkT Mexokenyao4koBoW Neperopoakm 1 apyrue
HapyLleHus:.

Hepenku naTonornn Mmo4vyeBbIAENUTENIbHOU CUCTEMBDI. Y
Taknx O60MbHbIX YacTO OTMeYaeTca rmapoHedpos,
rmnonnasnsa rnoYeKk Unn gaxe areHeamsi oqHOu U3 HUX, B
cTapLleM BO3pacTe BCe 3TO MOXET NpuUBOAUTb K
XPOHMNYECKOW NoYe4YHOU HeOOCTAaTOYHOCTMN.

NonoBoe pa3BuTHe npu cuHapome HyHaH ocobeHHOo
CUNbHO CTpapaeT y 60nbHbIX MyXCcKoro nona - B 90%
CIyyaeB Takume naumnmeHTbl ocTatoTcs 6ecriioOHbIMU. Y
OEBOYEK C AaHHbIM 3aboneBaHNeEM Hedopa3BUTUE NOSIOBOM
CUCTEMbI BblpaXkeHo cnabee, B OCHOBHOM HabntogaeTcs
rmnonsiasust HapyXHbIX NOMOBbLIX OpPraHoB 1 bonee no3gHee
HacTynneHne MeHcTpyaunmn, ogHako epPTUITIbHOCTb MOXET
ObITb COXpaHeHa.



YMCTBEHHOE pa3BuTUue npm cmHgpome HyHaH
OObI4YHO HECKOJIbKO CHUXXEHO MO CPaBHEHUIO CO
300pPOBbIMU CBEPCTHMKAMW, MHOTAA BbIABNAIOTCSH
pa3nunyHble CTENEHN YMCTBEHHOWN OTCTanocTun. Kak
npaBuso, 6ornbHble CMHAPOMOM HyHaH coxpaHsawoT
YPOBEHb YMCTBEHHOIO U OU3NYECKOro pasBuTug,
NO3BONAKLLNA UM BbINMOMHATL ONpeaerieHHyo
pPaboTy — MHLIMW CNOBaMN, UHBaANUAN3aUNUA TakuUx
nauneHToOB BO3HUKAET He Bceraa.



JIMATHOCTUKA CUHJIPOMA HYHAH

[1na BbiaABNeHNa cuHapoma HyHaH Ncnonb3yoT
MeToA obLero ocmoTpa, usydyeHume
HacrneacTBEeHHOro aHamMHesa 60fibHOrO,
Kapauoriormyeckue uccriegoBaHus,
reHeTU4ecKme N LMToreHeTUYeCkne aHanum3bl.
BcrnomoraTtenbHyo posib B AMarHOCTUKE 3TOro
3aboneBaHna UrpaloT aHanums3bl HA YPOBEHb
NOJIOBbIX U APYrMX rOPMOHOB, U3y4yeHune
¢yHKLMOHNPOBaAHUA MOYEBbIAENUTENBbHOU U
NOJSIOBOU CUCTEMbI OOJIbHbIX.



[1pn npoBeaoeHUN Kapanorornyeckmnx
nccriegoBaHnu (anekTpokapanorpadun,
axokapaguorpadgpum n gpyrux) npu cnHgpome HyHaH
B 80% crniy4yaeB BbIABMAOTCA pa3HOOOpa3Hble
BpOXAeHHbIe NOPOKU cepaua — CTEHO3 JIerO4YHOro
CTBOJIA, AeEeKT MeXKenyao4ykoBoU Nneperopoaku,
OTKPbITbIM BoTannoB NPoToK. Y B6OsbHLIX CTapLUero
BO3pacTa MOXET perMcTpnpoBsaTbCcda runeptpodusa
pas3nnYHbIX OTAENOB MUoKapaa.

[1oBONbHO 4YacTo y 60NbHbIX CUHAPOMOM HyHaH rpu
npoBeAeHUN yNLTPa3BYKOBOIo UccnegoBaHugd
onpeaensaiTcd aHoManum pasBUTUA NOYeK — OT
rmgpoHedposa 1 rmnonsasnm 4o NonHoro
OTCYTCTBUSA (areHe3mun) oaQHOWN N3 HUX.



HaK npoAasnaeTcA CUHApPOM HyHaH

Hyapasbie BoNoCHI
Hu3aKul pocT
ManeHbKut Hoc
HenpasunoHbIU NpUKYC

HU3KO noctasneHHve ywu

Huaxul pocT

[onoBa bonble HopMbl
(lonaTtku & GopMe Kpoblnbes
CKONUO3 U NOPOXU passuTua rpyauHbl

BanorycHolll NOKOTL

flanexo paccTasneHHoie
rnasa

[1T03 BEKa

KoXHanA CHKnaaxka co
CTOPOHLI BHUTPEHHEro
yrna rnasa



JIEUEHUE CUHIPOMA HYHAH

1 Cneuymndpmnyeckoro neveHns cuHgpoma HyHaH Ha cerogHsiLLHUM
OEeHb He CYLLECTBYET, NPUMEHSIOTCA pa3HOobpasHble
cuMnToMaTu4eckme MeponpuaTma, B TOM YnUcne 1
XUPYpPrnyeckoro xapakrepa. Halle Bcero noMoLLb XUPYpPros yxe
B paHHEM BO3pacTe TpebyeTcsa O KOPPEKUNU BPOXKOEHHbIX
NOPOKOB cepaua, XapakTepHbIX A51s1 3TOro 3aboneBaHus.




I1POrHO3 ¥ MPO®UINAKTUKA CUHJIAPOMA HYHAH

[MporHo3 cuHapoma HyHaH OTHOCUTENBHO XXN3HM BOSBHOIO
O0BONbLHO briaronpusiTeH, 0COBEHHO MpPU NPaBUITbHO U
CBOEBPEMEHHO NPON3BOANMbLIX CUMATOMaTUYECKNX
MEPONPUATUAX — KOPPEKLNM NOPOKOB cepaua u apyrnx
HapyLUEeHUN.

BonbHble AOMKHbI NPOXOAUTL perynspHoe
obcnepnoBaHue y crneyuanucToB pasnnM4yHoro npodwuns,
rmaBHbIM 0O6pa3oM y Kapauonora, yporiora 1 T.4.

OTO NO3BOMSAET 8bISBUMb B03MOXHbIE OCIIOXKHEHUS
cuHOpoma HyHaH Ha paHHUX amanax u Hadamb UXx
C80EBPEMEHHYHO mepariuto.

Kaknx-nnbo nHbIX METOO0B I'IpOCbI/IJ'IaKTVIKI/I JTOIo COCTOAHUNA
Ha CErogHALHNUN MOMEHT He CyLlecCTBYyeT.

Cnepnyet y4nTbiBaTb, YTO NPU HanM4yum 3aboneBaHuns y
OyoyLien matepu BEPOATHOCTb pa3BUTUS cuHapoma HyHaH y
pebeHka (Npu reHeTU4YecKkn 340POBOM OTLIE) COCTaBMNAET
50%.



