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AHHOmMauun. 6 HOpMe KIemKU Yel08eHecK020 Opeanusma cooepicam no 23 napvl Xpomocom (HOPMAaibHbll
gicenckuti kapuomun 46, XX; myoiccroul - 46, XY). Ilpu smom 00Ha u3z Xpomocom Kaxcoou napvl HACIeOyemcs om
mamepu, a ()pyza;z — om omya. [enemuueckue mexanuzmol paseumusi CuH()pOMd ﬂayHa 3AKJII04Yaromcs 6 mom,
umo x 21-1i nape xpomocom npucoeoursemcs OONOIHUMENbHbII cenemuyeckull mamepuan. Hanuuue mpucomuu
no 21-ii xpomocome onpedensem uepmol, Xapakmeprwle 015 cunopoma layua.

Abstract: normally, human cells contain 23 pairs of chromosomes (normal female karyotype 46, XX; men - 46,
XY). At the same time one of the chromosomes of each pair is inherited from the mother, and the other - from the
father. Genetic mechanisms of Down's syndrome is the fact that to the 21st chromosome pair joins additional
genetic material. The presence of trisomy on the 21st chromosome determines the features typical of Down's
syndrome.

Knroueewie cnosa:. oemu c CuHOpOMOM ﬂayﬁa, KIIUHUYecKast CUMNmomamuka.
Keywords: children with Down syndrome, clinical symptomatology.

Kaxxias xieTka opranuzMa OOBIYHOTO YEJIOBEKA CONEPKUT 46 XpoMocoM, cocTariistonux 23 mapsl. [Iporece
Pa3MHOKCHHUS KJIETOK B OpPraHU3ME CBSI3aH C OYEHb CIOKHBIMH W3MEHEHMSMH, MIPOUCXOSIIUMH B KIETOYHOM
sIpe.

B pesynbrare npsmoro eneHns Kaxaas n3 BHOBb 00pa30BaBIINXCs KIETOK MOJIYYaeT 10 OJHONH XpOMOCOMeE
W3 KaXKAOH TMaphl, TO €CTh MONHBIN HaOop, comepkammii 23 XpoMocoMbl. OCHOBY XPOMOCOM COCTaBISIIOT
monekyisl JJHK, koTopsie cocToAT U3 caeayoumx Apyr 3a APyroM y4acTKOB — reHoB. Kaxkaplil Takol y4acTok
HeceT MH(OPMALUIO O CTPYKTYpE OINpPEIEICHHOro OenKa, a OT CTPYKTYyphl OCIKOB OpraHM3Ma 3aBHCAT €ro
HacleCTBEHHbIC (TeHeTHdeckne) cBoiicTBa. C  KaXIpIM TCHOM CBA3aHO pPAa3BUTHE OIPEACICHHBIX
HACJIEJCTBCHHBIX MPU3HAKOB OPraHU3Ma, HalpHMep, OKPAacKH Paay>KHOH 000J0YKH TI71a3, IBETA KOXKH, BOJIOC H
T.1. [locne cnusHUS MY)XCKOM M JKEHCKOM ITOJIOBBIX KJIETOK OOpa3zyercs OJHa KJIeTKa, MPHYeM KOJHMYECTBO
XpPOMOCOM HOBOW OIUTOJIOTBOPEHHON SIUIEKIETKHA yJaBauBaeTcs W JaocTuraetT 46, m3 HuUX 23 XpOMOCOMBI
OPHHAUIEKAT MaTEPUHCKON KIleTKe U 23 — OTIOBCKOiA [3, c. 4].

Cunnpom Jlayna, Tpucomus 21, — HanOosee n3ydeHHast XpoMocoMHas Oosie3Hb. Yacrora cuniapoma Jlayna
cpeu HOBOPOXICHHBIX paBHa 1:700 — 1:800, He wMeeT KakOH-TUOO BPEMEHHOW, 3THUYCCKOW WK
reorpaMuecKoil pa3HHLBI MIPHU OJMHAKOBOM BO3pacTe poauTeneid. Yacrora poxneHHs JETed ¢ CHHIPOMOM
JlayHa 3aBHCHT OT BO3pacTa MaTepy U B MEHbBIIIEH Mepe OT BO3pacTa OTIA.

C BO3pacToM CYIIECTBEHHO YBEIMYMBAETCSI BEPOSITHOCTh POXICHMS AeTed ¢ cuHapomoMm [layma. Tak, y
JKSHIIIMH B Bo3pacTe 45 JeT oHa cocraBisieT okono 3%. Bricokas wacrora gereit ¢ cuaapomom JlayHa (0K0IO
2%) HabmogaeTcsl y paHo poXaromux >keHmuH (1o 18 met). CiiegoBaTenbHO, I MONMYIIAIMOHHBIX CPaBHEHUI
YacTOTHI POXKICHUA JeTel ¢ cuHApoMoM JlayHa Hajg0 NMPUHUMATh BO BHUMAHHE PACIIPEACICHHE POXKAIOUINX
JKSHIIIMH TI0 BO3PAcTy (AONA >KeHIIWH, poxkaromux mocie 30-35 mer, B o0meM dmcie poKaromux). IJTO
pacrnpeneneHre HHOTAa MEHAETCS B TeUeHUe 2-3 JIET AL OJHOTO M TOTO XK€ HaceleHHs (HalpuMmep, pyu pe3KoM
W3MEHEHHH OHKOHOMMYECKOH CHTyauud B cTpaHe). Poct wacTtorel cuHiapoma JlayHa C yBelIWdeHHEM
MaTepUHCKOT0 BO3pacTa U3BECTEH, HO OOJBIIMHCTBO AETeH ¢ CHHAPOMOM JlayHa BCe-TakH pOXKIEHBI MaTepsMH
Mosoxxe 30 yieT. DTo CBs3aHO ¢ OOJBLIMM YHCIIOM OEpeMEHHOCTEH B 3TOW BO3PACTHOM IpYIIIE [0 CPABHEHHUIO C
JKEHIIIMHAMH OoJtee crapimero Bospacra [2, c. 234].

B MemuuuHCKON JMTEpaType OINHCaHA <«IIyYKOBOCTb» POXAEHHUA JeTed ¢ cuHapomoMm JlayHa B
OTIpEZICTICHHBIC TPOMEKYTKH BPEMEHHM B HEKOTOPBIX CTpaHax (ropojax, MPOBHHLUSX). OTH CIydyal MOXKHO
OOBACHUTh CKOpEE CTOXAaCTUYECKHMMHU KOJEOAHWSIMH CIIOHTAHHOTO YPOBHSI HEPACXOXICHUS XPOMOCOM, 4YEM
BO3JICHCTBHEM IIPEIIIONAraeMbIX O3THOJIOTHYECKUX (AKTOPOB (BHPYCHOH WHQEKUUeH, HU3KUMH 103aMU
panuaruu, XJaopohocom).

[{utoreneTnueckue BapuaHThl cuHApoma J[layHa pa3HooOpasHbel. OIHAKO OCHOBHYIO 1010 (1m0 95%)
COCTaBJIAIOT Cllydal TOJHOW TpUCOMHM 21 BCIEICTBHE HEPACXOXKICHUS XpOMOCOM B Meiioze. Bxian
MaTEpPUHCKOTO HEPAaCXOKAEHHUsS B 3TH raMmerndeckue QGopmbl Oone3Hn cocrapisier 85-90%, a OTHOBCKOTO —
tonbko 10-15%. IIpu sToM mpumepHo 75% HapylieHuil BO3HHMKAaeT B IEPBOM JAEJICHUU MeHo3a y MaTepu U



ToIBKO 25% — Bo BTOpoM. Okoio 2% aereii ¢ cuaapoMoM JlayHa HMErOT Mo3andHble (opMbl Tpucomun 21 (47,
+21/46).

IIpumepro 3-4% OONBHBIX MMEIOT TPAHCIOKAMOHHYIO (OPMY TPHCOMHH IO THITy POOEPTCOHOBCKHX
TpaHCIoKanumii Mexay akporentpukamu (D/21 u G/21). Okomno '/, TpancnokanmonHbIx dopm HACIIEAYIOTCS OT
POAUTENEH-HOCHTENIEH, TOTIa KaK /4, TpaHcIoKanui Bo3uukaroT de novo [2, ¢. 235].

CooTHoIlIeHe MaJIbUNKOB U JEBOYEK ¢ cCMHApoMoM JlayHa coctaiser 1:1.

Kannnyeckass cumMnromMaTuka cuHiapoma JlayHa pa3HOOOpa3Ha: 3TO M BPOXKACHHbBIE MMOPOKU Pa3BUTHS, U
HapylIeHUs MOCTHATaJbHOTO Pa3BUTHs HEPBHOH CUCTEMbI, U BTOPUYHBI MMMyHOmehuuuT u T.n. [Jertu c
curpoMoM JlayHa poKIArOTCS B CPOK, HO C YMEPECHHO BBIPAKCHHOMN MpeHaTanbHOU rumnoruiasucii (va 8 — 10%
HIDKE CPEJHUX BEJIMYMH).

Muorue cuMnToMbl cuHApoMa JlayHa 3aMeTHBI yKe TIPH POXKICHUH U B TOCIIEYIOIIEM IPOSBIISIOTCS Oosee
yeTko. KBanmuduimpoBaHHEIH MeanaTp ycTaHABIMBAET NMPABUIIBHBIN JMarHo3 cuHapoma JlayHa B pOIMIBHOM
nome He MeHee 4eM B 90% ciydaeB. 113 uepenmHO-THMIEBBIX TUCMOPQUNA OTMEUYAIOTCs MOHTOJIOWIHBIA pa3pe3
a3 (Mo 3Toil mpuumHe cuHApoM JlayHa mOATO HAa3bIBAIM MOHTOJOMAN3MOM), Opaxuuedainus, Kpyrioe
VILIOMIEHHOE JIUIO, IIOCKAs CHMHKA HOCA, SMTUKAHT, KPYIMHBIH (0OBIYHO BBICYHYTHIN) S3BIK, Je(OPMHUPOBAHHEIC
YIIHEIE PAKOBUHEI [2, C. 236]. MpliieaHast THIIOTOHHUS COUETACTCS C Pa300ITAHHOCTHIO CYCTaBOB.

YacTo BCTpeyaroTcsi BpPOXKICHHBIN MOPOK CepAla, KINHOAAKTHIINS, TUIIMYHBIC N3MCHEHHS 1epMaTOIN(UKH
(ueThIpexnasplieBasl, WM «00e3bsIHbS», CKIIaJKa Ha JIQJIOHHU, JIBE KOXKHBIC CKJIAJKH BMECTO TPEX Ha MHU3HHIIE,
BBICOKOE TOJIOXkKeHHe Tpupaanyca u mp.). [lopoku JKKT Habmromar0TCst peako.

Juarno3 cunipoma JlayHa ycTaHaBIMBAIOT HA OCHOBAaHUHU COYETAHUsI HECKOJIBKUX cUMNITOMOB. Crenyromue
10 mpu3HaKoB HanOoJiee BaKHBI JUIS YCTAHOBJICHUS JUarHo3a, HaIn4due 4-5 U3 HUX JIOCTOBEPHO YKa3bIBaeT Ha
cunapom Jlayna:

* yromenue npoduis muna (90%);

* OTCYTCTBHUE cocaTebHOro peduiekca (85%) [2, €. 237];

* MpImegHast runotoHus (80%);

* MOHTOJIOWIHBIN pa3pes ria3HbIxX meneit (80%);

* m30BITOK KOXH Ha 1mee (80%);

* pazbonTaHHOCTH cycTaBoB (80%);

* muctacTuaHbIi a3 (70%);

* QUCIUIaCTUYHBIE (Ie(hOPMUPOBAHHBIE) yIIHBIE paKOoBUHBI (60%);

* KIIMHOJAKTHIINS Mu3uHIA (60%);

* yeThIpEXMaJblieBas crudaTelibHas CKaaKa (monepevyHas TuHus) 1agouu (45%).

bBonbioe 3HaYeHue Uil TUArHOCTUKU MMEET JAWHAMHUKA (PU3NYECKOTO M YMCTBEHHOT'O pa3BUTHUS peOCHKa —
npu cunapoMe JlayHa oHO 3amepxwuBaercsi. PocT B3pocibix OonbHBIX Ha 20 ¢M HIDKE CpefHero. 3afaepika
YMCTBEHHOT'O Pa3BUTHS MOXET JIOCTUTaTh YPOBHS UMOCIMIBHOCTH 0€3 CreuaIbHbIX METOZ0B 00yueHus. Jletu
¢ cuHapoMoM JlayHa jackoBble, BHHMAaTeNIbHBIC, MOCIYIIHBIE, TeprenuBble npu oOyueHnu. Koaddumment
yMcTBeHHOro pa3Butus (1Q) y pasHbIX AeTeil MOXKET COCTaBIATh OT 25 1o 75.

Peakmms neteit ¢ cuHapoMoM JlayHa Ha BO3IEHCTBHSI OKpYXKAIOIIEH Cpeabl 4acTo IAaTOJIOTHYECKas B CBSI3H
CO CadbIM KJIETOYHBIM W TYMOpPJIBHBIM HMMYHHUTETOM, CHIbKeHHeM pemnapannu JIHK, HemoctaTtounoi
BBIPAa0OTKOH MHIIEBAPUTENBHBIX (EPMEHTOB, OTPAaHMYCHHBIMH KOMIICHCATOPHBIMH BO3MOXKHOCTSMH BCEX
cucreM. I1o 3To# mpuuMHE AeTH ¢ CHHAPOMOM /JlayHa 9acTo 00JIEI0T THEBMOHUSMH, TSKEJIO TIEPEHOCST IETCKHE
nHpEKnnu. Y HUX OTMEYAeTCsl HEAOCTATOK MACChI TENa, BBIPAXKEH TMIIOBUTAMHUHO3.

BpoxaeHHbIE TOPOKH BHYTPEHHHUX OPIaHOB, CHIDKEHHAs MPUCIIOCOONIIEeMOCTh AeTeil ¢ cuHapomoM JlayHa
4acTo TPHUBOAAT K CMepTH B mepBble 5 jer. CielcTBHeM H3MEHEHHOT0O MMMYHHTETa U HEJOCTaTOYHOCTH
penapanmoHHbIX cucteM (Ui moBpexaeHHo JIHK) sBisiroTcst JIeHKO3bI, YaCTO BO3HHUKAIONIME y OOJBHBIX C
cuHjipomoM JlayHa.

Jduddepenunansias AMArHOCTHKAa MPOBOMUTCS C BPOXKAECHHBIM T'MIIOTUPEO30M, JPYTUMH (opMamu
XPOMOCOMHBIX aHOMaiuid. llurorenernyeckoe oOcieI0BaHUE AETEH MOKAa3aHO HE TOJBKO MpPU MOAO03PEHHU Ha
cuHApoM JlayHa, HO W TpH KIMHUYECKH YCTAHOBJICHHOM JMAarHO3€, IOCKOJbKY LHUTOr€HETHYECKas
XapaKTepUCTHKa IaleHTa HeoOXoauMa JUIs IPOrHO3a 3JI0POBbS OyAymMX JeTedl y poauTened M ux
POJCTBEHHUKOB.

Ortryeckne IpoOseMbl pH cHHApoMe JlayHa MHOTOIUIAaHOBBI. HecMOTpst Ha MOBBIIIEHHE PHCKA POKACHUSA
pebeHka ¢ cuHApoMoM JlayHa M JPYyrMMH XPOMOCOMHBIMH CHHIPOMAaMH, Bpau JIOJDKEH H30erarh MpSMBIX
PEKOMEHIaluil 110 OrpaHUYCHUIO JAETOPOXKACHUS Y XKEHIIMH CTaplleldl BO3pacTHOW TIPYIIbI, TaK KaK PHUCK IO
BO3PACTY OCTAETCS JOCTATOYHO HU3KUM, OCOOCHHO C yYETOM BO3MOXKHOCTEH MPEHATANBHON THarHOCTHKH [2, C.
238].

HeynoBieTBopeHHOCTh Y poAMTENIeii 4acTO BBI3bIBaeT (hopMa COOOIIEHUS BPAauoOM O JAWArHo3e CHHApOMa
Hayna y pebenka. JlnarHoctupoBats cuHApoM JlayHa 10 ()EHOTHUIMYECKUM IPU3HAKaM OOBIYHO MOXKHO Cpasy
rmocie pojopaspemeHns. Bpau, NBITAIONMHACS OTKa3aThCsl OT YCTAaHOBJICHMS AWArHo3a /0 HCCIIETOBaHUS
KapHOTHUIIA, MOXET MOTEPATh YBAKEHHE POACTBEHHUKOB pedeHKa. Hy)KHO 1aTh 10CTaTOYHO CBEICHHH, OTBEYAs
Ha HEMOCPEICTBEHHBIE BOIPOCHI, M MOJJIEPKMBATh KOHTAKT C POAWUTEISIMH IO TOTO JHS, KOTJa CTaHET
BO3MOKHBIM Ooniee aeranbHOe obOcyxkieHune. Hemeanennas wHbopMamus MODKHA BKIIIOYATh OOBSICHEHHE
STHOJIOTMM CHHIPOMA JUId HCKJIIOYECHUs B3aMMHBIX OOBHHEHHMH CYIPYrOB M ONHMCAaHHE HCCIEIOBaHUN U



MIPOLIEAYP, HEOOXOAUMBIX ISt TOTO, YTOOBI OJHOCTHIO OLIEHHUTH 3/I0POBBE PEOCHKA.

85% nereit ¢ cuaapomoM JlayHa, poxkaeHHbIX B Poccum (B MockBe — 30%), poautenn OCTaBISIOT Ha
roredeHne rocynapcersa. Pomurenu (a gyacto W menmaTphbl) HE 3HAIOT, YTO NPH NMPABMIBHOM OOYYEHHM TaKHe
JETH MOTYT CTaTh IOJHOLIEHHBIMH YJICHAMH CEMBH.

JleyeOHas momolIp JeTsM ¢ cHHApoMoM JlayHa MHOroruiaHoBa M HecnenuduyHa. BpoxieHHbIe TOPOKU
Cep/ila yCTpaHsOTCs OepaTuBHo [2, €. 239].

Bonpie ycmexu B COXpaHEHHMHM >KH3HH JeTell ¢ cuHapoMoM JlayHa M HMX pa3BUTHH OOECIIEYHBAIOT
crielasIbHble METObI 00y4YeHNs, YKPEIIeHUs! (PU3NYECKOro 3710pOBbsl C PAHHETO JETCTBA, HEKOTOPhIE (POPMBI
JIEKapCTBEHHOW Tepanuu, HarpasieHHble Ha ynyumenne ¢ynkuuit [IHC. Muorue GonbHble ¢ Tprucomuei 21
Terepb CIIOCOOHBI BECTH CAMOCTOSITENILHYIO KH3Hb, OBJIA/IEBAIOT HECIIOKHBIMH TPO(ECCUSIMH, CO3/Ial0T CEMBH.
CpenHss NpOJODKUTENBHOCTD KHM3HN TaKUX OOJNBHBIX B ITPOMBIIUICHHO Pa3BUTHIX CTpaHax cocramisier 50-60
ner [2, . 240].

Jumepamypa
1. bpynu M. ®opmupoBaHuEe HaBBIKOB MEJIKONM MOTOPUKM Yy AeTel ¢ cuniapomoMm [layHa: PykoBoactso

Ui poauteneit u cnennanuctoB. / Ilep. ¢ aarn. A. Kypr. M.: bnarotBopurensusiii ¢porn «/layHcaiin Amy,
20009. 216 c.

2. Knunnueckast renernka yueOuuk / H. I1. boukos, B. I1. Ily3sipes, C. A. Cmupuuxuna, mox ped. H. I1.
Bouxoga. 4-e uza., non. u nepepad. M. I'DOTAP-Meaua, 2015. 592 c.
3. Cunnpom Jlayna. ®@akter / Coct. E. B. Tlone. 2-¢ u3g., nepepad. u gon. M.: BrarorBopuTenbHbIH

doun «Jlayncaiin Amy», 2012. 40 c.



