Jlekuusa 3

XpOMOCOMHbIe
6one3HUu YenoBeKa
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HACNEACTBEHHbIE 3SABOJIEBAHUA-

- MATO/IOMMYECKUE COCTOAHMUA
OPFAHWU3MA BCNEACTBME
N3MEHEHMA FTEHETUYECKOIO
MATEPUANA (MYTALIUWN)

\

XPOMOCOMHDbIE MOHOIEHHbIE MYNbTUPAKTOPUAJIbHDIE
CUHAPOMDI 3ABOJIEBAHUA (c HacnhepcTBeHHOM
npeapPacnoNoXKeHHOCTbIo)




XPOMOCOMHbIE CUHAPOMDbI

OnucaHo = 1000 aHoOMmanum,

= 100 - AOCTYNHO ANA KNIUHNYECKOMU
ANArHOCTUKN

NMPUYUHA: nameHeHue Konn4yecrsa
n /NN CTPYKTYPbl XPOMOCOM
(cnyyanHble myTaumm — de novo).

He HacneaytoTca!




PAS/TUYAIOT:

| 4 «

TEEHOMHbIE CUHAPOMDI CTPYKTYPHDbIE
(u3meHeHUa uncna xpomocom) ABEPPALUU
NPUHUHA: ) (M3MeHeHUA CTPYKTYpbI
-HapyuweHue meunosay XPOMOCOMb!)
POAUTENEMN (HepacxoxaeHUe XPOMOCOMm), l
-ApobneHne 3urotbi. -c.Kowaubero KpukKa
(46; XX,5p-),

N3meHeHus N3meHeHua uncna -c.Op6benu

4Yncia ayToCoOM | | MOJI0BbIX XPOMOCOM (46,XY,del.13p-)

-Cc. flayHa, -c.LLlepelueBcKoro- —

-c. [1aTay, TepHepa,

-c. daBapAaca u -c.KnaviHdenvrepa,

Ap. -c.Tpucomum -X




KeHHean, 10 net (CLUA)



ré -

CuHpgpom [layHa

Tpucomusa 21

1:1000

CvHapoMmoM [layHa oAMHaAKOBO
CTpPaAaroT U AE€BOYKM U MaJIbUYMKM,
3aboneBaHue He nMmeeT
3THUYECKOro pacrnpocTpaHeHnsa U
BCTpe4YyaeTcsi NOBCEMECTHO.

8

2. Mawa T., 6 ner
Awnarnos: cuigpom [JayHa (6paxumopdHoe TenocnoxeHue, Nnockoe nuuo,
MOHronouAaHbLIA paspes rma3a, 6oNblION A3bIK, YMCTBEHHAA OTCTanoCTb)



dopmel curpoma JlayHa

Tpucomus Mo3anunbIi JayHU3M
47, XY, +21 47, XY, +21
47, XX, +21 47, XX, +21
94%, (I)CHOTI/IH MMaTOJIOTUYE CKUU 1-2 %, (peHOTI/IH HOpMEU'IBHBIfI

PoOepTCOHOBCKHE TPAHCIOKAIIUU
46, XX, der (14; 21) (910; q10)
46, XY, der (14; 21) (q10; g10)
4-5 %, (heHOTUIT HOPMAJIBHBIN
pexe Ha 13 wimm 15-10, peako 22
[Iprnuuna — B 90% ciaydaeB nedekTHas silekieTka ¢ 24
XpOMOCOMAaMH BMECTO 23,
u npuMepHO B 10% — nedhekTHBIN CriepMaTo30uI.



YHLPOMN AYVHA
(Govtcanvia o 21 xpomacom2)



O61beKT nccneposBaHUA: NyNnoBUHHAA KPOBb N10A4A.



Bo3pacT byayLier mambl BAUSIET HA PUCK Pa3BUTUA
cuHapoma [layHa y pebeHKa, BepOATHOCTb
bopMmnpoBaHMA AaHHOM NAaTONOTUU COCTaBNAET :

oT 20 no 24 net—1:1562;

25-35 net—1:1000;

35-39 neTt—-1:214;

cTapwe 45 net puck ysenmnumsaetca ao 1 : 19.

Bo3pacT oTua Ha pUCK poXKaeHUAa BanAaeT nocne 42 ner.



Peb6EHOK C XapaKTepHbIMU YepTaMKU NPUCYLLUMU
CMHApoMy [layHa (3NMKaHTYC, N10CKOE N0, OTKPbITbIN
POT, YyBE/INUEHHDbIN A3bIK, MaIeHbKUA HOC U T. A4,.)

BHewHWUU Bua 6oabHOro c cuHapomom JlayHa:

Puec. 12.7
BHEWHWA BT GOALHOMND © CHHDOMOM
dayHa




Jlnarnoctuka cuHpomMa /layna B nepBoM TPUMECTPE —
KOMOMHHUPOBAHHBIA CKPUHHUHT-AHAIN3, ONPEACIISIONINNA PUCK PA3BUTHS
3TOM MATOJIOTUH Y TIOAA.

Uccaenoranue nposoaurcs crporo B nepuoza or 11 no 13 nepenn u
6 nueii 0epeMEeHHOCTH.

1. OnpeneneHue ypoBHs B-CyObeAUHUIIBI XOPUOHUYECKOTO
roHaJ0TponuHa (ropMoHa 0epeMeHHOCTH X1 ) B BEeHO3HOM KPOBH
marepu. [Ipu 1aHHON XpOMOCOMHOM MATOJIOTUH U101 OyIeT

ONpEEIISIThCS NOBBIIICHHBIN YPOBEHb B-CyObeauHuIbl X1 Oosee 2
MoM;

2. Onpenenenue ypoBHs PAPP-A — nporenHa-A mia3Mbel KpOBU
OEpEMEHHOM, aCCOLIMMPOBAHHOTO ¢ OEPEMEHHOCTHI0. BBICOKMI pUCK
CHHJIpOMa compsixkeH ¢ nokaszareieM PAPP-A menee 0,5 MoM;

3. OnpeaeneHre TOJIUHBI BOPOTHUKOBOIO IIPOCTPAHCTBA TP MOMOIIH
Y3U mnona. ITpu cuaapome JlayHa 3TOT MOKA3aTeIb NPEBBIIIACT 3 MM.

IIpu coueTaHUU TPeX ONMMCAHHBIX MMOKAa3aTe/ el BEPOATHOCTL CUHApPoMa /layHa y
mioaa cocrapisier 86%0.



MoM = 3HadyeHMEe MMOKA3aTeIs B ChIBOPOTKE KPOBH,
AeJICHHOE Ha 3HAaYCHUE MEJMaHbl TOKa3aTells Aj11 JaHHOIO
CpOKa OEpEMEHHOCTHU

MenuaHa — CTaTUCTHYCCKAs BEIMYMHA, ICIIAIIas BEIOOPKY
nonosam (F,=0,5)
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JlnarHoctuky cuHpoma JlayHa BO BTOpOM TpUMECTPE MPOBOIAT MExy 16 u 18 Henpemsimu.

1.  Omnpenenenue ypoBHs XI'H B kpoBu OepeMeHHOM — Tpu cuHApoMe JlayHa mokaszareib
BbIIIIE 2 MOM;

2.  Omnpenenenue ypoBHs a-heTonpoTerHa B KpoBu 6epeMerHoi (ADIT) — mpu cuHapome
Jlayna nmokazarens meHee 0,5 MoM;

3. Omnpexaenenue cBOOOAHOTO 3CTPHUOJIA B KPOBU — MoKazarenb Menee 0,5 MoM
XapakTepeH s cuHapoma /layHa;

4.  OnpeneneHve MHruOMHA A B KPOBHU JKEHIIMHBI — ITOKa3arelb 0osee 2 MoM
XapakTepeH sl cuHpoma JlayHa;

5. Y3U miopa:

A) MeHbIIIHEe pa3Mephl M10/1a OTHOCUTEIBHO HOPMBI 11 cpoka 16-18 Henens;
b) ykopodeHue 1100 OTCyTCTBHE HOCOBOM KOCTH Yy IO/,

B) ymenbIieHrEe pa3sMepoB BEPXHEU YEITIOCTH;

') ykopodeHue mieyeBbiX U OCIPEHHBIX KOCTEN Y TIJI0A;

J1) yBenuueHue pazmepa MO4EBOIro My3bIps;

E) onHa aptepusi B mylOBUHE BMECTO JIBYX;

K) manoBoaue 1100 OTCYTCTBUE OKOJIOIUIOIHBIX BOJI;

3) y4dalnieHHoe cepaleOneHue y mioja.

IIpu couetanny BCEX MPU3HAKOB KECHITUHE MPEAIAracTCs MHBA3UBHAS JUATHOCTUKA TS
MIPOBEICHUS T€HETHYECKOIO UCCIIeIOBaHU: TpaHCA0JIOMUHAIbHAS acIUpalis BOPCHUH
MJIAIIEHTHI; TPAHCA0JJOMUHATIBHBIN KOPAOLECHTE3 C MYHKIIMEN COCYA0B ITyTIOBUHBI.



[TpusHaku cunapoma JlayHa y HOBOPOKIECHHOTO: YKOPOUCHHBIN YEPETT;
MaJICHbKUH pa3Mep TOJIOBHI;

HeMpaBWibHasA Gopma yIieu;

[IPUILTFOCHY THIX JIMLIEBOM YEPETT;

CEIJIOBUIHBIN HOC;

IJIOCKAsl IEPEHOCULIA;

MaJICHbKUH POT;

MaJICHbKUI 0A00POJIOK;

TOJICTBIN, OOPO3MYATHIN SI3bIK;

KOCOM paszpes mias;

OTKPBITHIN POT;

KOXKHBIE CKJIAJIKH, PACIIOJIOKEHHbBIE HA BHYTPEHHUX YTOJIKaX IJ1a3;
KOPOTKas IIes;

CKJIAJIKA KOXH Ha IIIEE;

KOPOTKHE BEPXHUE U HUKHUE KOHEYHOCTH;

KOPOTKHE TAJIbIIbI;

VILUIOIIEHHBIC IUPOKUE JIAJOHU;

TOPU30OHTAIbHASA CKJIAJKA HA JIAJIOHAX;

BOTHYTasi hOpMa MU3HHIICB;

BUJMMOE PACCTOSTHUE MEXKY IIEPBBIM U BTOPBIM ITAIBIIAMU HOT;
CJ1a0BI TOHYC MBIIIII.



CnHapom 2aBapAaca

Bursa M., 1 mec Inarno3: cunapom Dasap/ca (runorpodus, goauxouedanus, MaJieHbKask HUXKHSS
YEJIOCTh, KOPOTKHUE TJ1a3HBIE MIEN, MBIIIEYHbIA TUTIIEPTOHYC, KOCOJIANIOCTh



Витя М., 1 мес Диагноз: синдром Эдвардса (гипотрофия, долихоцефалия, маленькая нижняя челюсть, короткие глазные щели, мышечный гипертонус, косолапость


BHewHUU Bua 6onbHOro cnHapomom 3aBapAaca




VY neBodek gaHHOE 3a00JIEBaHME BCTPEUAETCS B 3 pas3a yaie.

Puck cunapoma DnBapjca 3HaUUTEIbHO BO3PACTAET, €Ciu OepeMeHHOoM KeHIuHe 30 u

OoJIee JIeT.

IlpenarajbHasi AMArHOCTUKA JJAHHOTO CHHApOMAa IIPOBOJUTCS B 2 dTamna:

1. Ha cpoxke B A) 8—12 Hegenp Ouoricusi BOpcuH xopruoHa, b) 11-13 nenenp
omnpejiesieHne KapruoTHIa IUI0Jia y OepeMEHHBIX UX IPYyINIibl pucka; B) B KpoBH
YKEHIIIMHBI ONPEACIACTCS YPOBEHb P—XOPHOHNYECKOTO TOHAI0TPOIMHA YEJIOBEKa
U TJIA3MEHHOTO MpoTerHa A. 3aTeM C y4ETOM 3THX JaHHBIX, BO3pacTa
OEpEeMEHHOM JKEHILMHBI PACCUUTBHIBAETCS PUCK POXKJICHUS PEOSHKA C CHHIPOMOM
OnBapjca, 1 GOpMUPYETCS TpyIiNa pucka OEpeMEHHBIX.

2. B 14-18 — amHuoneHTe3 (M3y4eHre OKOJIOIUIOAHBIX BO), ciycTs 20 Heaeap —
KOPAOILIEHTE3 (BHYTPUYTPOOHOE B3ITHE KPOBH M3 IYMOBUHBI 11012 ¢ Y3U-
KOHTpoJiem). ITocie 3Toro B MojiydyeHHOM MaTepHralie ONpeaestoT HaJTu4ue uiu
OTCYTCTBHE JTONOJTHUTENbHOU 18— XpoMocombl ¢ moMoItso KO-IIIP
(KOJIMYECTBEHHOM (PITyOpECIIEHTHOM MOJIMMEPA3HOM LIEMHOM peaKIn ).

Ecnu 6epeMeHHas He Mpolilia TeHeTUYECKOe CKPUHUHI—00CIIeIOBaHKE, TO HA OoJiee

MO3IHUX CPOKax IpeJIBapUTeIbHAs JUarHOCTUKA CHHApOMa JJiBap/ca

OCYILECTBIISIETCS ¢ MOMOIIbIO Y 3.

[Ipoune KOCBEHHbBIC TPHU3HAKH, HA OCHOBAHHWH KOTOPBIX MOXKHO 3al10103PUTh CUHIPOM

DjBapjca Ha OoJiee Io3AHUX cpokax: Hamuuue aHomaauil pa3BUTHS KOCTEH U MATKUX

TKaHE# TOJI0BbI («BOIYbS MACThY», MUKpoOLIe(daIns, HU3Kas MOCaKa YIIHbIX PAKOBHH,

«3assubs Ty0a» u T.11.). OOHapyKEeHHE MOPOKOB CO CTOPOHBI CEPACIYHO—COCYAUCTOM,

MOYEIIOJIOBOM CHUCTEMBbI, @ TAKXKE OIMOPHO—ABUTATEILHOTO arlnapara.



MNocne POXAEHUS pebeHka OMOpPHbLIMU
ANArHOCTUYECKNUMU NpU3HaKaMu HannMuus
CMHAPOMa DABapAca SABASIOTCA CcneaytoLLme:
Mukpouedanus, Manbil BeC Npu POXAEHUN
Hannuune «3asuben rybbl» nnm «Bonyben nactm»
Mpu3Hakn XxapakTepHOW AepmaTtorpaduyeckon
KapTWHbI: Hepa3BuTas Ha nanbLaxX AUCTanbHas
crmbatenbHaa cknagka Hanuume B 1/3 criyyaeB
nonepeyHon naaoHHou 6opo3abl AyrM  Ha
noaylleykax nanblUeB pPYK U3MEHEHME KOXHOMo
PUCYHKA NafOHW: AUCTaNbHOE PacrooXeHne
OCEBOro Tpupaauyca u yBenuyeHne rpebHeBoro
cyeTa.

[danee AvarHo3 noATBEPXAAETCA C MOMOLLbIO
onpeaeneHns Kapmotuna pebeHka metogom Ko—
MLP.
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Tpncomma 13
1:7000-10000;
COOTHOLEeHWe NoNoB NpumepHO oAUHAKOBOE

MeHblaa 4YacTb caydaeB cMHApoMa [laTay
npeacrtaBneHa HecbanaHCMPOBAHHbIMM
TPAHCNOKAUMAMN XPOMOCOM 13- napbl,
MO3aNYHbIMN POPMAMUN, U3OXPOMOCOMOMW.



Bpox1eHHbIE aHOMAJIMY PA3BUTHUS I'OJIOBHOTO MO3Ta, JIMIIEBOM U MO3TOBOM YaCTH Yepera,
ITIA3HBIX S0JIOK.

HoBopoxnenusie ¢ cunapoMmom [latay UMEIOT XapaKTEpHbBIN BHEIITHUM BUL;
MUKpoIedausi, HEPEAKO — TPUTOHOLIE(DATNIO; HU3KHM, CKOIIICHHBIH JI00, Y3KHUE
IJ1a3HbIE IEN; IOCKYI0, 3alaBIIYI0 TIEPEHOCHILY, «BOTYbS MACTh» U «3as4bs Iy0a»,
HU3KOE PACIOOKEHUE U 1e(hOopMaIisl YITHBIX PAKOBHH.

Hapymenus co cropons! [IHC BkiTtogaroT rojionpo3sHiepannio, TMIoIia3ui
MO3KeuKa, THApoLe a0, TUCTEHE3UIO MO30JUCTOTO T€jIa, CIIMHHOMO3TOBBIC TPHIKU
(Menuuromuenoneie). lertu ¢ cuaapomom Ilaray Bcerma HMEIOT IIyOOKYIO
YMCTBEHHYIO OTCTAJIOCTh B CTENEHU UANOTUH, 3HAYUTEIIBHO OTCTAIOT OT CBEPCTHUKOB B
(U3NYECKOM M TICUXUYECKOM Pa3BUTHH.

YacTeiMu nposiBIEHUSIMU cuHpoma [laray cioyxar myxoTta, MUKpo(dTaIbMus,
BpOXKJEHHAS KarapakTa, KOJIOOOMBI, IUCILIa3Us CETYATKHU, TUIOIIA3Usl 3pUTEIBHOTO
HEpBA.

AHOMaIMu BHYTPEHHUX OPraHoB Ipu cuHapoMe Ilatay MoryT ObITh ITpeCTaBICHbI
Pa3IMYHBIMUA KOMOMHAIIUSIMU: BPOXKACHHBIMHM ITIOPOKAMU CEp/Ilia, MOYeEK,
MUALIEBAPUTEIILHOM CUCTEMBI.

Hapyuienus pa3BUTHsSI KOCTHO-MBILLIEYHOM CUCTEMBI XapaKTEPU3YIOTCS HONMUIAKTUINEN
KUCTEU U CTOM, CUHJIAKTUIINEH, (DJIEKCOPHBIM MOJIOKEHUEM KUCTEH, «CTOMOM-
Ka4yaJKoN», HATMYUEM SMOPUOHAIBHON MYyMOYHOU IPhIKU. Y MAIBYUKOB C CHHIPOMOM
[Taray HaOmMr0Ma€TCS KPUNITOPXU3M, TUIIOCIIAAMS;

VY neBouek — runepTpodus KIUTOPA U MOJOBBIX I'y0, YABOCHUE MAaTKU U
BJIarajuilia, AByporas Marka.

[Iporuo3: HednaronpusTHbIA 95% OOTBHBIX YMUPAET HA MIEPBOM TOY KU3HHU.

B pa3BUTBIX CTpaHax KOJIMYECTBO JIETEU, TOKUBAKOIINX J10 S5 JIET, HE npeBbImact 15%, no
10 geT — 2-3%.



Brewnuti 6uo 6onvrozo cunopomom llamay:

downsyndRomeratiua




Buewnuii 6uo 6onvrnozo cunopomom llamay:
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C. WepewescKoro - TepHepa

1 :1500 334yaTtum
POXAEHNN MEHbLLE

44X,

nmbo 45 X, Ho
aeneunamum no
BTOPOU X XPOMOCOME,

o4yeHb peako 45Y c
aeneumamm no

X Xpomocome

PucyHok 16. Bonbxan 13 ner. Curapom lle-
pemesckoro-TepHepa. HU3KuK pocT, oTcyT-
CTBHE BTODHYHBIX MONOBLIX I[['JIHEHEIHH'IEI-



CKNnaaKu KoXXu B 0bnactu weun —
XapaKTepHbIX NpusHaK 6onesHun. Ha ¢oro:
AEeBOYKa A0 U Noc/ae NAacTUYEeCKou
onepauum

bonbHaa 14 net. CuHgpom
LLilepeweBcKoro-TepHepa.
KpblnoBuaHble CKNaAKM Ha Wwee «rosioBa B Wepesmtarors-Tenas.

pa. KprinoBuaHeie cHnapgku Ha

Cd) M H Kca » ° uree “ronoea chuHKca”




4. N'anwna K., 15 ner
Ouarwos: cuiapom Llepelescko-
ro-TepHepa (HU3KWA POCT, OTCYT-
CTBUE BTOPUYHbLIX NONOBLIX NPK-
3HaKOB, KOPOTKasa LWKMpOKas LWwes,
LUMPOKO paccTraBfieHHbIe COCKM
MOSOYHbIX Xenes, Wwupokas rpya-
Has KneTtka)



OcHOBHbIe KNMHN4Yeckune npusHakm cuHapoma LlepeweBckoro-TepHepa:

1. Hn3kast macca tena n poct pebeHka rnpu JOHOLWEHHOW BEPEMEHHOCTU;

2. CoxpaHeHMe HN3KOro pocTta rno Mepe pasBuUTUsS pebeHka (Kak npaBuiio, pocT He
npesbiwaeT 150-155 cm);

. «Llea cpuHkca» (kopoTkasa wesd ¢ KpbINOBUAHLIMUY CKNagKkamm);

. LLlnpokas rpygHasa Krnetka;

. ManeHbKne HMU3KO pacrofioXXeHHbIE LW,

. \ckpuBneHne nokTeBbIX CyCTaBOB,

. KopoTkure nanbubl pyk 3a CHET YKOPOYEHUSA MACTHLIX KOCTEN;

. JlumdocTas (0TEeYHOCTb) CTOM U KUCTEMN;

. Mopokn nonoBon cucteMbl (YMEHbLUEHME pa3MepoB MaTKuW, OTCYTCTBUE
SMYHUKOB, Helopa3BUTME KNnTopa 1 MarsblX MOnoBbIX ryd, runepTpodpupoBaHHbIE
bonbLure nonosble rydool u Ap.);

10. OtcytcTBME unm crnabasa BblpaXXeHHOCTb BTOPUYHBLIX MOSIOBLIX MPU3HAKOB
(OTCyTCTBME MEHCTPYyauuin, Manoe OBOMOCEHUE fIoDKa 1 NoAMbILLEYHbIX BNaguH,
Heopa3BUTME MOJSIOYHbIX Xeres);

11. Bo3aMOXHble MOPOKN pasBUTUA CepaeyHO-COCYAUCTON, MOYEBLIBOASALLEN W
9HOOKPUHHOWN CUCTEM,

12. CKITOHHOCTb K MOBbILLEHHOMY apTepuanibHOMY OaBfIEHUIO U OXUPEHWIO.

O©OoOoO~NOOlLPE~W

YMCTBEHHbIE CMTOCOBHOCTU, KaK NpaBuro, He CTpagator.



OCHOBHbIe AouarHocTu4Yeckue MepornpusaTunuA.

1. AHANN3 KPOBU HA TOPMOHbI (3HAYUTESNNIBHO  CHWXEHO
KOSINYECTBO 3CTPOreHoB U rnoBkileH ypoBeHb OCI u J1IN);

2. OnpepgeneHne KapmoTuna, KOHCYsbTauns reHeTuKa;

3. KoHcynbTauusa akylwepa-ruHeKkonora;

4. Y3W opraHoB maroro Tasa;

5. KoHcynbTauum y3kux cneymanncToB No HeobxoamumocTy;

6. [lononHutenbHble MeToabl 00cregoBaHMa On9  BbIABIIEHUS
MOPOKOB Pa3BUTUSA MO NOKaA3aHUAM.



CuHppom KnanHdenbrepa

1:500—1:600




[1o Kon nyecTBy AONMNO/THNTE/IbHbIX X-XpON\OCOM
BblAENAKOT HECKOJ/IbKO BUAOB AadHHOINo CMUHAPOMa.

OaHa AononHUTeNbHaA Xpomocoma (KapuoTun
A7XXY). JaHHbIN BUA ABAAETCA KNACCUYECKUM,
BCTpeYyaeTca Yalle BCero;

[lBe AONONHUTENbHbIE XPOMOCOMbI (KapnoTun
48XXXY);

Tpu JonoaAHUTE/IbHble XPOMOCOMBbI (KapuoTun
A9XXXXY);

OaHa ponosnHuTeNbHaA X-XpoOMOCOMa U OA4HA
NUWHAA Y-xpomocoma (Kapmotunn 48XXVYY);

Mo3aunuHaa ¢opma (A0NoNHUTENbHYIO X-

XPOMOCOMY MMEIOT TOJIbKO YacTb K/ETOK
opraHmnama). Kapnotun 46XY/47XXY.



PaHHUWe npoABaeHUA CMHAPOMA

BnharonpuatHoe TeueHne 6epemMeHHOCTH, YTO OTIMYAET AaHHOoe 3aboneBaHue OT
APYrnx XPOMOCOMHbIX 3aboneBaHui;

BbiCOKUMiA pocT (3HaunTenbHana npmbaBKa B Bo3pacTe nocne 5 net);
HenponopuuoHanbHoe TenocnoXxeHue (A/MHHbIE HOTU, BbICOKaA TOHKaA Tanua);
He3sHauuTtenbHan 3ageprKKa pe4yeBoro pa3suTus;

Bo3MOKHble TPYAHOCTU BOCNPUATUA MATEPMANA HA CAYX.

BONbLUMHCTBO NPU3HAKOB 3ab601eBaHMA NoABAAETCA B NOAPOCTKOBOM BO3pacTe:

M’MHeKomacTua (yBeninyeHme rpyaHbIX Kenes, coxpaHatolLeecs B TeYeHme
ANNTENIbHOTO BpeMEHMW);

AHAporeHHasa HeA0CTAaTOYHOCTb, Bbi3BaHHAA NocTeneHHoW aTpoduen

ANYEK (CKyaHan pacTUTeNIbHOCTb Ha Tene U InLe, 0BONOCEHNE N06Ka NO KEeHCKoOMY
TUNY, NO/IHOE OTCYTCTBME CMNEPMATO30M40B, U3ObITOYHbIN BEC, YMEHbLUEHNE
anyek). B bonee 3penom Bospacrte (nocne 25 NeT) My»KUYMHbI HepeaKo
NPeabABAAIOT XKa00bl HA CHUXKEHME NONI0BOro B/IEYEHMA U UMMOTEHLUMIO;

Bbicokui pocrt (Bbiwe 180 cm), ANNHHbDbIE HOW.

UHTennekTtyanbHoe U NCUXMUYECKoe pa3BuUtue:

KoaddpuumeHT nHtennekTa BapnabeneH: ot cpeaHero A0 BbICOKOro YPOBHS;
Bo3MOXKHble TPYAHOCTU C BOCMPUATUEM Ha CAyX bonblinMx 06 beMoB maTepuana;
CNOXKHOCTW C MOCTPOEHMEM AJNHHbIX FPammaTnyeckux ppas;

CK/IOHHOCTb K NOHWUXEHHOM CaMOOLLEHKE, NOBbILLIEHHAA YyBCTBUTE/IbHOCTb;
CK/IOHHOCTb K a/IKOro/IM3My M HAPKOMaHUK (TOYHO He l0Ka3aHa).






BapuaHTtbl TeueHuUA

OaHa gononHUTeNbHaA X-XpomMocoma M Y-
Xpomocoma (Kapuotumn 48XXVYY):

e Bbicokum poct (185 cm u BbiLe);
* CHM)XeHue nHTennekrta, 3ameqieHHaa peyb;

e CKNOHHOCTb K AenNpeccnBHbIM COCTOAHUAM U
NOBbILWEHHOW arpeccuu;

* TpyQHOCTM B COLMANbHOM adanTayuu.



BapuaHTbl TeyeHUA

[1Be nononHUTeNbHble X-XPOMOCOMbI (KapmnoTun
48XXXY):

e PocT Konebnerca ot cpeiHero 40 BbICOKOTO;

* YacTble NOPOKM pa3BUTUA (CpaLLeHMNE JIOKTEBOU U
IY4EBOMN KOCTEN, N/IOCKAA NepeHocuLa,
YBENIMYEHHOE PACCTOAHUE MEXKAY [/1a3aMu U Ap.);

 BapnabenbHOCTb MHTENNEKTA OT CPEAHEro Ao
NIErKON YMCTBEHHOMW OTCTaNOCTH;

 ANATUYHOCTb, UHPAHTUIBHOCTb, arpeccmna Yyalle
OTCYTCTBYET.



BapuaHTbl TeyeHUA

Tpn gononHUTENbHbIE XPOMOCOMbI (KapmnoTtun 49XXXXY)
(KpanHe peakasa popma):
 Hwu3Kum pocrT;

e YacTble cay4yam BPOXKAEHHbIX MOPOKOB (MOPOKM cepaL.a
N KPYMHbIX COCYA0B, BONYbA NACTb, 3asa4bA ryba,
nedpopmaumnm cyctaBos, HeboabLLIME pa3Mepbl ANYEK U
NOJIOBOrO YN€eHa);

e CHU)KeHUe MHTEeNNEeKTa B BUAE YMCTBEHHOM OTCTaN0CTH
(OoT nerkom go TaXKenom crteneHen);

 BO3MOMKHbl€ NPUCTYMbI arpeccuu, B OCTa/IbHOE Bpems
CMOKOMHbI N APYHKEeNtOOHbI.



BapuaHTbl TeyeHUA

Mo3anyHaa dopma (KapuoTtun 46XY/47XXY):

e Cnabana Bblpa*KeHHOCTb BCEX CMMNTOMOB
Knaccnyeckom Gpopmbl;

e CoxpaHeHHasA BO3MOXHOCTb OMN1040TBOPEHMUS
(onnrocnepmma).



CnHgpom Tpucommm X

44XXX
1:900-1000




OnucaH [Xekobe B 1959 r. 44 XXX
EcTb BapuaHTbl 44XXXX n 44 XXXXX.
Hepopa3surtbie ANHMHUKMWY,
f'Mnonnaa3sna maTtku,
HeperynapHbi MeHCTP. LUKA,
Becnnogue (y 70%),
He3HauuTenbHoOe CHUXXEeHUe NHTeNNEKTa,
Ncuxo3sbl

PeueBble 3aaepXKKu,

Aaucnpakcua,

BbiCOKUM poOcCT,

Hu3Knit mbieyHbiU TOHYC (TMNOTOHUA) U
KAINHOAAKTUIUA.



yN\epEHHbIe nmuesblie aHOMaJINNn.

BEPTUKa/IbHble CKNAAKM KOXKM OXBaTbIBatoOLLLME
BHYTPEHHUeE yINbl rNas,

LLUMPOKO PaccTaB/ieHHble Ma3a (rmneptenopusm)
N MaNeHbKaA OKPYXKHOCTb roN10Bbl.

[InarHo3 MoXeT bbITb NoATBEPKAEH TO/IbKO
XPOMOCOMHbIM aHa/IN3OM.



CMHApPOM Kollavybero Kpuka

CuHapom JlexxeHa

Lleneuna KOPOTKOro
naeya 5-m Xpomocombl

reHbl CTNND2, SEMASA
n TERT



I'en CTNND2 (OMIM : 604275) xonupyeT aeiabTa-KaTeHUH — OCJIOK,
UTPAIONIMN PEIIaoNyI0 POJb B HEPBHOM cUCTeMe (M30JIMPOBAHHBIN Je(EKT
— ayTU3M)

I'en SEMASA (OMIM : 609297) xonupyet Oenku cema]opuHEHI,
Y4aCTBYIOIIHUE B CUTHAJIBHBIX MPOIECCaX aKCOHAIBHOTO

HaBeAcHUs. OKa3bIBAIOT MPEUMYILECTBEHHO OTTAIKMUBAIOIIEE JEUCTBUE

Ha KOHYC pOCTa aKCOHA, OTKJIOHSISI €r0 OT MPOpacTaHus B HEMOAXOASIINE
obnactu

I'en TERT (OMIM +187270) xonupyeT 0eJI0K — TeJIOMEpa3HyIo
obparnyro Tpanckpunra3sy (TERT, telomerase reverse transcriptase),
BXOJISINITYIO B COCTaB (hepMEHTA TEI0MEepas3bl, KOTopasi J00aBIISET
nosropstomuecs nocnenopareabHocTd JJTHK (TTAGGG)nk 3'-koHITy 1ienu
JIHK B o0nactu TenoMmep, J0KaIn30BaHHBIX Ha KOHI[AX BCEX UEJIOBEUECKUX
XPOMOCOM.



http://www.helix.ru/kb/dict/OMIM
http://www.ncbi.nlm.nih.gov/omim/604275
http://www.helix.ru/kb/dict/OMIM
http://www.ncbi.nlm.nih.gov/omim/604275
http://www.helix.ru/kb/dict/OMIM
http://www.omim.org/entry/187270

[11a4 NOX0XK Ha KPUK KOLLKW,
AHOMaNMN Pas3BUTUA TOPTaAHMU,

[leTn nnoxo pacTyT,

OTCTaloT B NCUXUYECKOM Pa3BUTUM,
Mukpouedanus,

JINU0 C rMNepTenopmUsIMom,
MwuKporHaTumaA,

IMUKAHT,

YWun HenpaBUabHble, HU3KO MOCaXKeHbl

MpuyuHoli makoz2o naaya AeaaOMcA cnedyroujue 0eheKmol 20pPMAHHbLIX XpAuwjel:

v\ yMeHblleHNe HaAropTaHHUKA;

v’ Cy)KeHue ApIxaTesibHbIX NyTel B 06/1aCTh HaAropTaHHUKA;

v’ pasmArdyeHune xpALeson TKaHW;

v CK/NIaAKWN Ha CNM3MCTON 060N04KE, BbICTUNAIOLWEN XPALLM rOPTaHMU.



Co cmopoHbI 2na3 cywecmayrom 4 OCHOBHbIX
npu3HaKa cuHopoma JlexceHa:

AHTMMOHIoNOUAHLIU pa3pes rnas.
Kocornasue.

nasHou runeprenopusm.
INUKAHT.



lMposeneHuUsa CUHOpPOMA Kowa4ybe20 KpUKA 8 0emCKOM
go3pacme :

v OTCTaBaHWe B YyMCTBEHHOM Pa3BUTUU;
v NOHUXEHHbIN MbILLEYHbIN TOHYC;

v HapyLleHne KOOPANHALMN ABUNKEHWNIA;
v’ 3anopbl;

v’ n"yHoobpasHoe NLO;

v KOpOTKasA wes;

v’ NabUNbHOCTb NOBEAEHUA;

v npobaembl CO 3peHnem.



Cywiecmegyem HeCKOIbKO U008 Mymayuil, npu KOmopwvix pa3zeueaemcs 0anHoe
3a0onesanue:

IHosHOE OTCYTCTBHE KOPOTKOIO 11e4a. [Ipu mosiHOM OTCYyTCTBUM KOPOTKOTO
nyieda TepsieTcs: NpUOIU3UTEIILHO YETBEPTh FTCHETUUECKON HHPOPMAIIUK, KOTOPYIO
KOJIUPYET IsITasi XpoMOcoMa. ITO HauboJIee YacThIi U HauOOoJIee TSKEIbINA BapUaHT
3a0oseBanus. [ToMruMo reHOB, KOTOpbIE 00YCIaBIUBAIOT PA3BUTUE CUHIPOMA
JlexxeHa, TepAeTCS €IIe HECKOJIBKO BAXXHBIX YYACTKOB MOJICKYJIbI. DTO
npeapacrioiaraeT K 0ojiee Cepbe3HbIM 1 MHOTOUHUCIICHHBIM BPOXKI€HHBIM
AHOMAJIHSIM.

YkopoueHune KOpoTKOro mieda. [Ipu ykopoueHuu mnieya Tepsercs Julllb YacTh
reHeTH4YeCKoi nHGOpMaIliK, KOTopas Obla OlMKe K KOHITY MOJIEKYJIbI (om mpemu
00 nonosuHbl nieda). Eciv mpu 3ToM NpouCcXoauT JeNelus ydyacTtka Spl2.2 —
5p12.3, Ha KOTOPOM PACIIOJOKEHBI KITHOUEBBIC T€HBI, TO Y peOCHKa pa3BUBACTCS
CHHAPOM KOIIaYbero Kpuka. B Takux ciydasx HaOJIr01aeTCsl MEHBILIE TOPOKOB
pPa3BUTHUS, YEM IPU OTCYTCTBUH BCETO IiieHa (ympaueno mMeHbuie ceHemuiecKoul
ungopmayuu).

DopMHUpPOBaHME KOJbLEBOU XPOMOCOMBI. Tak Ha3pIBaeMasi KOJIbLEBAS
XpOMOCOMa MPECTABIISIET COOOM CIETJICHHUE ABYX IIJICUEH OJJHOU U TOM Ke
XPOMOCOMBI (OIUHHO20 U KOpOomKo20). B pe3ynbrare 3Toro MoJieKyJia IpUHUMAET
dbopMy KoJiblia. /[aHHass aHoManus npeaycMarpuBaeT AeIeui0 HeOObIIIOTO
KOHEYHOTO y4acTKa. Eciv mpu 3TOM TEpsItOTCS KITIOUEBBIE TEHBI, PA3BUBACTCS
0OJIE3Hb.



Mo3aunyHas opma cuHaApOMA.

Mo3zanunas ¢hopMa CHHAPOMA SBJISIETCS 00BIYHO Han0oJjIee JICrKUM
BapHaHTOM, HO BCTpeUaeTcs KpaHe peako. Bo Bcex Tpex mpeaplaymmx
cinydasx aedextuyro Mojekyny JJHK pedbenok momaydana oT OAHOIO U3
poautenent. [Tpu Mo3zanuHo ke popme reHOoM U3HAYAJIbHO ObLT HOPMaJIbHBIM.
Tak Ha3pIBaemas 3Urota (Kiemka, noiy4usuascs npu

CAUAHUU CNEpMAamo30udd U auyexiemKu), iMea OJTHOICHHBIE TSThIe
xpomocoMbl. [Ipobiema npou3solinia B Ipolecce pocta 3apoasiia. [Ipu
IEJICHUH XPOMOCOM KOPOTKOE IIJIEUO OBLIIO MOTEPSHO (He pa3oenuniocs Meicoy
08yms douepHumu Kiemkamu). Takum o0pa3oMm, 4acTh KIETOK (00bIUHO
bonvuias yacms) B OyayiieM OyIyT HMETh HOPMAJIBHBIN TSHOM, a HSOOIbIIIas
4acTh — F€HOM, XapaKTEPHBIN I CUHApoMa JIexkeHa. TsSKeCTh MaToJIOTuU
IpY 3TOM OyJIeT YMEPEHHOM, U y ieTel OyJeT MEHbIIIE MTIOPOKOB Pa3BUTHUS
(Oeqhexmul 0OHUX K1emOK OMYacmu KOMNEHCUPYIOMCsL YCUTLEHHbIM OeleHueM
opyeux). Takue 1eTH He OBIBAIOT HOPMAJIbHBIMHU B TTOJTHOM CMBICJIE 3TOTO
cnoBa. Kak mpaBuiio, 3ajiep>kka YMCTBEHHOI'O pa3BUTHS BCE PABHO UMEET
MecTo. OHaKO OTKJIOHEHUH B (DU3UYECKOM PA3BUTUM U TSKEIBIX
BPOXKJICHHBIX TOPOKOB BHYTPEHHUX OPraHOB OOBIYHO HE HAOJIO/1aeTCs.



http://polismed.com/articles-spermatozoidy-01.html

Jdua2HOoCMuUKu cuHOpoma Kowaybez20 KpUukKa:

v cbop aHamHesa;

v KapnoTUnNMpoBaHue poauTene;

v yNbTPa3BYKOBOE UCC/Ie0BaHMNE;

v aHaNn3 KPOBU Ha NJa3MeHHbIe MapKepbl;
v MIHBa3MBHbIe NCC/IeN0BaAHUA;

v INAarHOCTUKa Ha Noc/sIepoaoBOM 3Tane.









MY/IbTUPAKTOPUAJIbHDBIE
3SABOJIEBAHUA( 3a6onesanus c

H&CI’IEACTBEHHO“ npeapacnoioxeHHOCTbHO|

» MPUYUHA: HebnaronpmuAaTHOe coyeTaHUe B reHoTUune
HECKONbKUX, B NPUHLUMNE, HOPMAZIbHbIX FEHOB +
BO3AeUcTBME HebnaronpuaTHbiX GaKTOPOB OKpY KatloLen
cpeapbl.

» He Hacnepayilotca no 3akoHam . MeHpgensa, Ho Bcem
NOTOMKaM npegaeTca NnpeapacnonoXXeHHOCTb K
3aboneBaHuto

» 9ma epynna 6one3Heli 8 HaOcmosAuwjee spemMmsa cocmassasaem
92% om obuwje2o Yucna HacneoCcmeeHHbIX Namosno2uu
yenoeseka. C so3pacmom yacmoma 3a6onesaHul
go3pacmaem. B demckom eo3pacme npoyeHm 60/1bHbIX
cocmaensaem He meHee 10%, a 8 noxcunom - 25-30%.




MynbTudakTropmanbHbie 3abonesaHus
pa3aenaloT B 3aBUCUMOCTU OT TOro, KaKOM

__OpraH nopakeH y 601bHOro YyenoBekKa.

Hanpumep, Bbigenatot 3aboneBaHusa:
LHC (sannnencua, wusodppeHus, n ap.),

cepaevyHo—cocyauctblie (peBmaTtnam, atepocknepos, UBC,
runepToHuA u Aap.),

AbiXaTenbHou (bpoHXManbHaA acTma,annepruyeckum
anbBeonut, Tybepkynes u ap.),

KoXXHble (ncopunas, atTonMueckun gepmatuT u ap.),
MuwesaputenbHou (A3Ba, LUPPO3 NEYEHU, KOAAUT U AP),

BbiaenutenbHoi (Hepputbl, mMoueKkameHHana 6one3Hb, SHYype3 n

Ap),
Ankoronumsm,

3n10KauyecTBeHHble HOBOOb6pa3oBaHus.
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