Cungpom Paccena-CunbBepa — 3T0 peakKoe
reHeTu4ecKoe HapyLleHue,
XapakTepuayoLleecs 3a4epXKoun
BHyTpI/IyTpO6HOFO pa3|3|/|T|/|;| N NocTHaTanbHOW




Knaccuunkauyms

B nutepartype un Hay4HbIX Nybnukaunsax ynoMmmHaeTcs
O ABYX KNMMHUYeCcKknx dpopmax cuHapoma Paccena—
CunbBepa: «TSHKeNnom» U «MArkon». CymMtaertcs, 4to
nedeKkTbl ceabMOU XPOMOCOMbI B OOSbLUMHCTBE
Criy4YaeB CcBA3aHbl C bonee Nerkum Te4eHmnem
cuHApomMa. OTO BblpaXkaeTcsl B OTCYTCTBUN
cepbe3HbIX aHOManmMn pasBUTMS BHYTPEHHUX
OpraHoOB 1 He CTONb BbipaXeHHOM gedpuunTe
COMAaTOTPOMHOIro ropMoHa.



&) FNABHOE 0 CHHAPOME PACCEJNIA-CUIbBEPA

YACTOTA: 1:30 000
NPHYHUHA: MATEPHHCHAA OAHOPOAMTENIbCHARA
AHCOMMHA NO CEAbMOA XPOMOCOME

NMPU3HAKH:

1. KAPJIHKOBbIH POCT

2. MANIASI MACCA TENA NPH POHHAEHHH

3. SAAEPHHA OBLLEID PA3SBHTHA

4. TPEYTONIbHOE JIHLO

5. ONYLWEHHDBIE BHH3 YIOJIHH PTA

6. YHOPOYEHHBIE W COrHYTBIE NAJbUDBI PYH
7. CHHAAKTHIHA

8. FTHNOr JIKKEMHA

9. Y3HAA 'PYAHASA KNETHA



deHoTMNnyeckmne ocobeHHOCTN: MakpoLiedanus, NOMOyXoCTb,
OMNYLEHHbIE YIIbl pTa, KNMMHOOAKTUNNS MU3NHLIEB KUCTEN, OCTEOMNOPOS,

NOSACHUYHBIN TMNEePIopao3, rotTn4eckoe Hebo, CKy4eHHOCTb 3y0O0B,
MUKPOOEHTUS

Cunapom Paccena




AHOManNUN BHYTPEHHUX OPraHoB

CuHAapom accoumMmnpoBaH C pasfnnyHbIMU NATONOrMAMU BHYTPEHHUX
opraHoB. KapgmanbHble HapyLLleHWs Yalle BCero npeacraBneHbl
CUHYCOBOW apuUTMUEN, briokagon HOXeK ny4yka 'nca, cepaeyHbiMu
nopokamm (NponancomMm MUTpParibHOro NN TpUKycnmaarnbHOro KnanaHa,
OOMOJSIHNTENBHON XOPA0oK Xenyaouka). bonbLion BapnatMBHOCTLIO U
CTENEeHbI0 TAXKECTU oTnnyaroTcsa conytcreyrowme natonornm XKT -

OT racTpoa3odareanbHoro pedgntokca n gncknHesmm XBI'

00 renaTtouennonsgapHoOn KapLunHOMBbI.

Haunbonee 4yacTbiMM aHOManNUAMMU MOYEMNONOBOMN CUCTEMbI NPU
cuHagpome Cunbeepa—Paccena siBnstoTcs HeopasBuTUe
reHuTanun, rmnocnaguns, KpMnTopxusm, annasnsa maTtku. PeHanbHble
CUHAPOMbI BKITHOYAKOT MOYEYHbIN KaHaNbLUEBbLIN

aungos, metabonuyeckyto Hedpponatuto n ap. HINP obbivHO He
cTpagaet



OHOOKPUHHAA cuctema

[[OpMOHanNbHLIN NPOOUSb NALUEHTOB
NoKasbIBaET Hannune y HUX gedunuura
COMAaTOTPOMNMHOro rOPMOHa,
MHCYNMHONO00OHOro pakTopa pocTa

1, runepnponaktuHemun. NpumepHo B 30%
Cry4yaeB OTMEYEHO NpexaeBpeMEHHOE
NONOBOE CO3pPEBAHME: paHHNE MEHCTPYaLN
Yy IEBOYEK, OBONTOCEHUE U MYyTaLMSA rofnoca
Yy ManbinkoB. MnageHubl u AetTu
noaBEPKEHbI PA3BUTUIO HOYHbIX
ann3onos runornukemun. OgHako BO
B3POCIIOM BO3pacTe YBENMNYNBAETCS PUCK
MeTabonnyecknx paccTponcTB U
HapyLLIEHUA TONEPAHTHOCTM K ITIHOKO3E.




OCJ10XKHEHUNHA

MHOXeCTBEHHbIE CTPYKTYPHbI€ NaToNorn OpraHoB U
doyHKLMOHarbHbIE pacCTPOMUCTBA Y Nl ¢ cuHapomom Paccena-—
CunbBepa o00ycnoBnMBaoT PUCK Pa3BUTUA pasfUYHbIX
OCINOXHEeHUNn. ACUMMETPUS Tena n optonegnyeckme npoodnemo
CBs13aHbl C MOBbILLUEHHbIM TPABMaTU3MOM BCNEOCTBUNE
CITOXXHOCTEMW C yaepkaHnem pasHoBecusa U xogbobon. CepaedHo-
COCYAMUCTbIE U MOoYeYHble aHOMarIMn MOryT Bbi3BaTb
HepocTaTouvHOCTb paboTbkl opraHoB (XCH, XI'1H). N3-3a
MeTaboNnMyecknx HapyLLIEHNN NauneHTbI CTapLUero Bo3pacra
CKITOHHbI K HADOpYy nuLLHero Beca, NoBbILLEHHOMY KPOBAHOMY
aasnexnuvto, runepnunugemmn. OTMmedeHa Koppensaumsa cuHapoma
C ONyXOsieBbIMM MNpoLIeccaMu (pakK rnevyeHu, pak sndka, ageHoma
rmnodousa).



amnmarHoCTuka

« KnuHnyeckne kputepum, Heobxogmmele angd ycTaHOBNEHUS ANnarHo3a
cnHgpoma Paccena—CunbBepa, BKMoYatoT MUKPOCOMUIO NPU POXKAEHUN,
XapaKkTepHble heHoTunmn4yeckmne npusHaku. Npun nepsnyHOmM odbpalleHum
NPOBOAUTCH aHTPOMNOMETPUS, OLleHKa pocTa 1 pa3BuTtusa pebeHka. ns
NOATBEPXKAEHUSA AMAarHOCTUYECKOM rMnoTe3bl TPebyeTcst KOHCYNbTaums
reHETUKA, a Takke rnabopaTtopHO-MHCTPYMEHTanbHOe AoobcnegoBaHue:

 PeHTreHorpadus

* labopaTopHasa aAnarHocTuka. HasHa4yaeTca aHanm3 ropMOHasrIbHOro
I'I%_OCbI/IJ'IFI: comMmaroTponunHa, comatomeanHa C, nponakTtvHa, roHagoTPONUHOB,
TTI. I'pn CKNOHHOCTU K TMNOMTMKEMMN OCYLLLECTBAETCA CYyTOYHbIN
MOHUTOPWHT rMHOKO3bI.

* [eHeTNn4YeCKune nccrneaoBaHuSN: XPOMOCOMHbIE HAPYLLUEHUA.

* AccneaoBaHue BHYTPeHHUX opraHoB. CKPUHUHIOBLIM METOAOM BbIABNEHUSA
NOPOKOB BHYTPEHHUX OPraHOB CNYXXUT coHorpadus. Hambonee
nHgopmaTtusHbiMu aBnsatoTca Y3W OBI, Y3U mowwoHku, Y3 matkm u
npuaaTtkos, OXoKI. [lna yctaHOBNEHMA NPUYNH COMaTOTPOMHON
HegocTatoyHocTu nokasaHa MPT runodgpuaa. HapylweHua cepaedHoro putma
domkcupytotes npu nposegeHnn IKI .



JiedeHune

* [lonHoe BbI3OOPOBEHME HEBO3MOXHO. Tepanusa HOCUT NogaepXuBatoLuin Xxapakrep,
HanpaesfieHa Ha yIyJlleHne BHELLUHEro Buaa, npeaynpexaneHne OCroXXHEHU U NoBbILLeHne
KauecTBa XM3HU. [TaLmneHToB ¢ cuHapoMoM CunbBepa-Paccena HabnoOaT Bpaym-
9HOOKPMHOMoru, opronedsl, yponoru, negnatpbl. OCHOBHblE HAaNpaBieHUs neYyeHns
BKJTHOYALOT:

 HyTpuTtnBHYIO noaaepxKy. B nepsbie roabl XXNM3HW BaXKHeNLLEN 3agaden aBndeTcs
obecrnevyeHne HopmMmanbHOro NMTaHna pebeHka. 3To HeobXxoaANMMO Kak arnsa afeKkBaTHOro pocTa u
Habopa macchl Tena, Tak U Ana npegynpexaeHns runornukemumn. Ecnv pebeHok oTkasbiBaeTcs
OT e[bl, NCNONb3yeTCA NapeHTeparbHOE NMTaHNE, KOPMIEHNE Yepes Ha3oracTpasribHbIW 30HM.

e 3amMecTuUTenbHYI ropMmoHoTepanuio. C Lenbio onTMmMmsauum pocTa, yBenmyeHns
MblILLEYHOM MacChbl, yny4dlleHna aBuraTtesibHou (B HKUWW Ha3Ha4YaeTcs Tepanms
PEKOMOUHAHTHBLIM FOPMOHOM pocTa vYenoseka (PI'PY). 1nsa HopmanbHOro nosioBoro passmuTtus
nq_vuvleHﬂeTcsq neyeHne roHagocteponagamm (TectoctepoH, cuHectpor, XI'Y). MNpun gedounuymte
TTI ncnonbayroTca TMpeougHble rOPMOHbI.

e CumntTomaTuyeckoe neyeHue. launedtam c ' OPb Ha3HayaeTca Tepanusa H2-6rnokatopamu
NN NHIMOUTOPaMM NPOTOHHOM MOMIbl. BO3MOXHO NpoBefeHME XNPYPrNYECKOro fie4eHnd
— (pyHOonnmMkaumun. lNauneHtam ¢ optoneanyeckumuy npoodrnemMamm rnokasaHo HolleHue
neyedbHom obysu, ctenek. CtomaTonornyeckme npobrnemsl MoryT
noTpeboBaTb OPTOAOHTUYECKOrO fieyeHna. Marnbunkam Heobxogmma
XUpypruyeckasi Koppekums runocnagmn, Kpuntopxmama.

* PeabunuraumoHHble MepPONPUATUA. YIyULINTb ABUraTenbHble PyHKLMKN, CTUMYNMPOBATb
N3n4eckoe pasBuTME NOMOoraeT obLLnIn Maccax, dpusnonpouenypbl, neyedHas
N3KYNbTYpa, IapoKMHe3noTepanms.



[1pOrHo3 n npounakTmnka

* BonbLUMHCTBO B3pOCKbIX Ntogen ¢ cuHapomom Paccena-CunbBepa,
nony4yarouwmx Heobxoanmoe fneveHne, UMeT NPUEMSTIEMOE Ka4eCTBO XXU3HU
N HOpMarnbHY0 epPTUNBLHOCTb. 3HAaYNTENbHAdA YaCTb aHOMasrIMu NnogaaeTcy
KOPPEKLUN, YTO MNO3BOSMAET NauneHTamM BECTU NOMHOLEHHYIO XXN3Hb. OQHaKo
POCT Takmx OOJIbHbIX BCE paBHO OTCTAET OT CPEAHMX 3HAYEHUI B NONYNSALNMN.

* [lpodpmnakTmnka TeCHO cBA3aHa C aHTeHaTalbHbIMU MEPONPUATUAMMN, B
NepBylo ovepenb — npeaynpexgeHnemM ocrnoXHeHnm 6epemMeHHOCTM.
3anono3putb cnHapom Paccena-CunbBepa y nnoaa no3BonsieTt
npeHartanbHas ynsTpa3sBykoBasi U reHeTndeckasi anarHocTmka. B aTtom
criyyae pogmTtenemn npeaynpexaatroT 0 BO3MOXHbIX OTKITOHEHUSAX B
domnanyeckom pas3Butum pebeHka, ogHaKko CUMHAPOM He SIBNSIeTCS
abConTHBLIM NOKa3aHUEM K JOCPOYHOMY NpepbIBaHNIO BEPEMEHHOCTM.
BeposiTHOCTb poXXaeHUSA BTOPOro pebeHKa C Takom XXe naTtonornen B ogHom
ceMbe KpanHe HM3Kagd



