TEMA: HACJIEACTBEHHBIE BOJIE3HU U UX KITACCU®UKALIUA

IIman nexmui

1. OO01as XxapakTepUCTHUKa HACJIECTBEHHBIX OOJIE3HEN.
2. XPpOMOCOMHBIE OOJIE3HHU.
2.1.  CuHAPOMBI C YUCIOBBIMU aHOMAJIUSIMU MTOJIOBBIX XPOMOCOM.

- Cunpapowm [lepemerckoro-TepHepa.

- Cunapom TpruCcOMHUU-X.

- Cunpnpom Knaitngensrepa.

2.2.  CuHAPOMBI C YUCIOBBIMU AHOMAIHUSIMU ayTOCOM.
- Cungpom JlayHa.

- Cunnpowm Ilaray.

- Cunnpom DnaBapiaca

- CHHIPOM «KOILIAUbEro KPUKaY.

I'ennblie Oone3HH.

1. 3aboneBaHus ayTOCOMHO-JOMHUHAHTHOTO THIIA.
- Cungpom Mapdodana.

- Heiipopubpomaros.

3.2.  3aboseBaHUs ayTOCOMHO-PEIIECCUBHOTO THIIA.
- OEHWIKETOHYPHS.

- l"anakro3zemusi.

- MyxkoBHCIII03.

- l'unorepuos.

- bonesns Ten-Cakca.

3.3. 3aboneBaHust X-perieCCUBHOTO THUTIA.

- I'emodunus.

- JansTOHU3M.

4. OcHOBHBIE TIPUHITUIIBI YX0/1a 32 OONIEHBIMH C HACIECTBEHHBIMU 3a00JICBAHUSIMHU.

O0uiasi XxapaKkTepuCTHKA HACJIEICTBEHHBIX 00J1€3Hel

Knaccnduxauus HacsieqcTBeHHbIX 00J1e3HeN:

1.Monozennvie (cennvie) 6onesHu — 3TO 3a00JIeBaHMs, BBI3BAHHBIE M3MEHEHHUSIMH B Ipeienax
OJTHOTO T€Ha, T.. FeHHbIMH MyTanusMu. OHM TepefaroTcsi U3 TMOKOJEHUS B TOKOJEHHE U
HacJIEYIOTC 110 3aKkoHaM Mennens.

2. Xpomocommusie Oonesnu — 3TO 3a00JE€BaHUS, BO3HHMKAIOIIME B PE3yJbTaTe€ XPOMOCOMHBIX H
TEHOMHBIX MYTallUii, T.€. CBA3aHbl C KOJWYECTBEHHBIMU WJIM Kau€CTBEHHBIMH aHOMAaJIUSIMHU
XPOMOCOM.

3.Mynvmugpaxmopuanvhvie 601e3HU — 3TO OONE3HU C HACIEICTBEHHONW MPEAPACTIONOKEHHOCTBIO,
U 17151 MX NPOsIBJICHUSI TpeOyeTcs BIUsHUE (PaKTOPOB BHELIHEH Cpeibl.

4.I'enemuueckue comamuyeckue Oone3nu — 3TO Tpymnna Oojie3HEH, BOSHUKAIOLINE B pe3ysbTare
MyTalui B cCOMaTnYecKux kinerkax. K Hum otHocarcs:

- ayTOUMMYHHBIE 3a00JIeBaHU

- OT/IeJIbHbIE IOPOKU PA3BUTHSL

- HEKOTOPBIE OITyXOJIU

5.bone3nu 2enemuueckol HeCOBMeCMUMOCMU Mamepu U niood - Pa3BUBAIOTCS B PE3YNIbTATE
MMMYHOJIOTHUECKOM peakliuy OpraHu3Ma MaTepy Ha aHTUIEHbI TUI0A.



Bce wHacnencrBeHHBIE

OOJIE3HH TPUHATO pa3feisATb Ha TpU OOJIBIIME TPYIIBL:

MOHOTCHHBIE, OOJIe3HH C HACIEICTBEHHBIM IPENPACIIONOKEHUEM (MyIbTH()AKTOpHANIbHBIE) U

XPOMOCOMHEIC.

Knaccugpurayusa nacneocmeennvix boneszneti

XpOMOCOMHBIE MoHoreHHbIe MynsrudakropruanbHbIe
(TIOIUTCHHBIC)

A. AHOManuu KoJau4yecTBa: A. A. HHC: SITUIICTICHS,

[TonoBbix XpOMOCOM: | AyTOCOMHO-/IOMHUHAHT-HBIE: m30(peHus u Jp.

CUH/IPOM CUH/IPOM Mapdana,

[ITepemesckoro-Tepnepa, aXOHPOILIA3Hs, anemus | b. CepaeuHo-cOCyIUCTBIE:

Knaitudensrepa, cunapom | Munkosckoro-llloddapa, peBMAaTU3M, arepocKiIepo3 Hu

Tpucomuu X H JIp. TOJIMJIAKTHIIUSL U JIP. Ip.

Aytocom: ©Oone3np JlayHa,
cuHapoM OnBapica, [latay u
Ap.

b. CrpykrypHble aHOMaIuu
XpOMOCOM: CHUHIPOM
«KOIIAYbEeTo KpUKa» U Jp.

b. AyrocomMHO-peneccuB-HbIe:

(beHuIKeToHypus,
raJlakTo3eMusl, [EJTHAKYS,
MYKOBUCILIUIO3,
aJIpEHOTCHUTAJIbHBIN
CUHJIPOM U JIp.

B. X-CIIeIlJIEHHBIE,
penieccuBHbIe:  TemModenus,

muonarus J{roleHa, HXTHo3
U Jp.

T. X-cIleTIJICHHEBIC,
JTIOMHUHAHTHBIC: BUTAMUH
JI-pe3ucTeHTHBIN paxwur,
KOpUYHEBasl OKpacka dMaju

B. Kox#aple: aronuyeckuiut
JIEpMaTuT, Icopuras u ap.

I JIpIxarenpHOH  CHCTEMBI:
OpoHXHUaIbHAS acTMa,
AJUICPTUYECKUN  aTbBEOJIUT M

ap.

JI. BeiaenuTenbHOW CHUCTEMBI:
HeppHUTHI, MOYE€KaMEeHHas
00JIe3HB dHYPE3 U JIp.

E. IInmeBapurenbHOU
CUCTEMBI: SI3BEHHasi OOJIEe3Hb,
LAPPO3  TICYEHU, SA3BCHHBIN
KOJIUT U Jp.

3y00B U JIp.

bone3nu ¢ HaciencTBEHHBIM MpenpacloiokeHneM (MyJIbTH(GAKTOPUATbHBIE) SIBISIOTCS
MOJUTeHHBIMH, U JJI1 UX MPOSBICHHS TpeOyeTcsl BIUSHHUE ONpeneleHHBIX (aKTOPOB BHEIIHEH
cpeabl. OOIIMMHU TpU3HAKAMHU MYJIBTH()AKTOPHAIBHBIX 3a00NeBaHuil sABIsAIOTCSA: 1) BBICOKas
4acToTa CpeAu HaceleHUs; 2) BBIPAKCHHBIH KIMHUYSCKUNW MmMomuMopdu3M; 3) CXOACTBO
KJIMHUYECKUX NPOSBICHUN Y po0aHaa U OMmKaiiluX poJCTBEHHUKOB; 4) BO3pacTHbIE OTJINYMS;
5) monoBeie OTAMUMS; 6) pa3nuyHAs TepaneBTHYecKas APPEKTHBHOCTH, 7) HECOOTBETCTBHUE
3aKOHOMEPHOCTEN HaCJIeZJ0BaHUS TPOCTHIM MEHIEIEBCKUM MOAECIISIM.

[IpuumHO pa3BUTHS MOHOTCHHBIX OOJIE3HEH SBISIETCS TOpPAXCHHUE TEHETUYECKOTO
marepuana Ha ypoBHe monekynbl JIHK, B pesynsrate uero moBpexgaeTcsi TOJIbKO onuH reH. K
MOHOTE€HHBIM OO0JIe3HSIM OTHOCHUTCSI OOJNBIIMHCTBO HACJIEICTBEHHBIX Ooje3Hel oOMeHa (Takux,
KaKk (DEHWIKETOHYpHs, TaJaKTO3eMHUs, MYKOBHCLUUAO3, aJPEHOTCHUTANbHBIH CHHIPOM,
[JIMKOTEHO3bI, MyKOIIOJIMCAXapu103bl 1 MHOTHE Apyrue). MoHOreHHbIe 00JI€3HN HACIEAYIOTCS B
COOTBETCTBUM C 3aKoHaMM MeHzens U [0 TUIly HAcCJIE€JOBaHMUS MOTYT OBITh pa3leleHbl Ha
ayTOCOMHO-JOMUHAHTHbIE, Ay TOCOMHO-PELIECCUBHBIE U CLEIUIEHHbIE C X-XPOMOCOMOM.

XpOMOCOMHBIE OOJIE3HH MOTYT OBITH OOYCJIOBJICHBI KOJIMYECTBEHHBIMH AHOMAIUSIMHU
XpoMOCOM (T€HOMHBIE MYTaIluu),
(XpomMocoMHBIE abeppalun).

HacnenctBennbie 00€3HU HENb3s1 OTOXKAECTBISATH C BPOXKIEHHBIMHU 3a00JIeBaHUSIMU, C

KOTOpPbIMU pe6éHOK POKAACTCA U KOTOPBIC MOTYT IMPOABIIAITLECA Cpa3y KC MOCIIC POXKIACHUA NN B

a TaKXkKe CTPYKTYpPHbIMH aHOMAJUSMU XPOMOCOM




Oosiee MO3AHUN MEPUOJ KU3HU. BpokIeHHAs MaTojorust MOXKET BO3HUKHYTh B KPUTHYECKHE
nepuoabpl  SMOpHOTeHe3a TOJA BO3ACHCTBHEM BHEIIHECPEIOBBIX TEPATOTCHHBIX (aKTOPOB
(pu3nyeckux, XUMHUECKHIX, OMOJIOTUIECKUX U JIp.) M HE TiepeaeTcs 1mo HacleAcTBy. Hampumep,
BPOX/ICHHbIE TOPOKH cepAlla OOYCJIOBIEHBI TE€M, YTO B MEPUOJ 3aKJIaJKU MaTh B IEPBOM
TpUMeCTpe OepeMEeHHOCTH TMEePEHOCUT Kakoe-TO 3a0ojeBaHHe (4alle BCEro BHUPYCHYIO
WH(DEKIMI0, TPONMHYK K TKaHAM 3apojblimieBoro cepana). OgHako HE Y BCeX OEpEeMEHHBIX
KEHILMH, CTPAJaBIIMX TaKOH e BUPYCHOW HH(pEKIHel B paHHUE CPOKH OEpEeMEHHOCTH,
POXKIAIOTCS JIETH C BPOXKICHHBIMU MOPOKAMHU. ITO MOXXHO HAOIIONATh U B OTHOIIEHUH TOYEK,
NUILEBAapUTENIFHOTO TpakTa, JErKUX, MO3ra, >Kele3 BHYTpEeHHeW cekpeuuu. BpemHsiMu
(dakTopamMu Ans OEpEeMEHHOW >KEHIIUHBI SIBISIOTCA BHpPYCHas M OakrepuaibHas HH(EKUIUH,
HeOMaronpusTHHIE TPOU3BOACTBEHHBIE M OBITOBBIC YCJIOBHUS, YNOTPEOICHUE JIEKAPCTBEHHBIX
[IPENaparoB, aJIKOTOJIsl 1 MHOTHE JpYyTHE.

MenkaMm XOpoIIo M3BECTEH (akT MOSBIEHUS YPOACTB y HeTell mocie ynoTpebiieHus
OepeMEeHHBIMHU JKEHIIMHAMM JIEKApCTBEHHOTO Tpernapara TaluJoMuaa. JTOT Mpenapar BhIITYIIEH
B 1958 rony B ®PI" B kauecTBe yClOKaMBarOUIEro, MPOTUBOPBOTHOTO W CHOTBOPHOTO CPEJICTBA.
bouio oOHapykeHO, YTO TpPUMEHEHHWE €ro B paHHUE CPOKUM OEpeMEHHOCTH MPUBOIUT K
pPa3sHOOOPA3HBIM aHOMAJHUSAM DPA3BUTUSA: OTCYTCTBUIO KOHEYHOCTEH (MM KOHEYHOCTH B BHJE
JaCTOB), aHOMAJIMSM YIIIHBIX PAKOBUH M I71a3, TOPOKA CEeP/lia, TOYEK, MUIIEBAPUTEIHLHOTO TPAKTA
U JIpyrum ypoxcrtsaMm. [IpumeHeHue TanupomMuaa mocie 3aKjIaJKd OpraHoOB HE IPUBOAMUIIO K
HOSIBJIEHUIO YPOJCTB.

B nHacrosimee BpeMs HM3BECTEH aJKOTOJIBHBIN CHUHAPOM Y IUI0OJA, Korna OepeMeHHbIE
YKEHILMHBI YIOTPEOISUIN alIKOTOJIbHbIE HAITUTKU.

Pa3srpanuuenue BpOXACHHBIX M HACJIEICTBEHHBIX 3a00JIeBaHUI MMEET BaKHOE 3HAYCHHE
JUIS IPOTHO3UPOBAHUS TIOTOMCTBA B IaHHOM CeMbe.

HacnenctBennsie 3aboneBaHus HE MOTYT ObITh Ha3BaHBl «CEMEHHBIMM», TaK Kak
MOCIIEHIE MOTYT TOSIBIATHCA MO/l BIUSHUEM pa3NUYHBIX (AKTOPOB Cpeasl OOWUTaHUS,
XapakTepa MUTaHus, YCIOBUM MTPOU3BOACTBA U AP.

Takum 00pa3oM TpU HM3YYEHUH HACIIEACTBEHHBIX 3a00JI€BaHUI ClEIyeT pa3iuyarb
XpOMOCOMHBIE, MOHOTE€HHBIE OONIE3HW W  MyJIbTH(AKTOpHAbHBIE, WIH OOJNIE3HH C
HACJIEICTBEHHBIM TPEAPACIONIOKEHHEM, a TaKKe MaTOJIOTMYeCKHe peaklMu Ha JelCTBUE
BpeIHBIX ()aKTOPOB BHEIIHEN CPEIBI.

TEMA: XPOMOCOMHBIE BOJIE3HA

XPOMOCOMHBII Ha0Op y YeloBeKa MPHUHATO pasAeisaTh Ha ceMb rpymr: A (1, 2, 3 maps
xpomocom), B (4,5 map), C (6, 7, 8, 9, 10, 11, 12, map, a xpomocoma X 1O pa3Mepy CXOIHA C
xpomocomamu 6 u 7), D (13, 14, 15) E (16, 17, 18), F (19, 20), G (21, 22 napsl XpoMOCOM U
Y-xpomocoma).

Kapuomun npu namonozuu:

1. Konuuecmeennvie usmenenus 8 n0108bIX XpOMOCOMAX.

47 XXX — CUHIPOM TPUCOMUH 110 X XPOMOCOME;

47 xxy — cunapom Knaiingeiitepa;

47 Xyy — CUHJIPOM TOJIH Y

45 x0 — cungpom lllepemenckoro — TepHepa (MOHOCOMUS).

2. Konuuecmeenunvie usmenenus 6 aymocomax:

47 xx(xy) + 21 — cunapom [layHna;

47 xx (xy) + 13 — cunapowm Ilaray;

47 xx(xy) +18 — cunapom DaBapaca .



3. Kauecmeennvie usmenenus xpomocom:
46 xx(xy) Sp — cunnpom Komraubero kpuka;
46 xx(xy) 4p — cunapom Bombda;

46 xx(xy) 13q - cungpom Opbenmu.

XpomocoMHble 0ose3HM — yacTas (popma narojaorud. bputo mokaszaHo, 4TO NPUMEPHO Y
40 % croHTaHHBIX a0OPTOB UMEIOTCS XPOMOCOMHBIE U3MEHEHUS, a 6 % BCEX MEPTBOPOXKIEHHBIX
TaKXe UMEI0 HapyLIeHHUs B KOJIMYECTBE U CTPYKType XpoMocoM. B 1o xe Bpemst okoso 6 u3 1000
HOBOPOKJACHHBIX UMEIOT XPOMOCOMHBIE HapyIIEHUs, a YIEIbHbIM BeC XpOMOCOMHBIX O0sIe3HEH B
TpymIe AeTeil ¢ BpPOXKACHHBIMU aHOMAJIUSAMHU cocTaBisieT okosio 50 %. Cpeau HEeJOHOIIEHHBIX
JeTeil XpOMOCOMHBIE HAapyIIEHHsI BCTPEYAIOTCS B YETHIPE pa3a yalle, YeM Cpeu JTOHOMICHHBIX.

KnuHuyeckn mouTH Bce XPOMOCOMHBIE OOJIE3HHM NPOSBISIOTCS: 1) HapylIeHHEM
WHTEIJUICKTYaJIbHOTO Pa3BHUTHS; 2) MHOXECTBEHHBIMH BPOXKJICHHBIMH TTOpOKaMH 3) Oecruioauem
4) TUIMMYHBIM TS TAHHOTO CUHApPOMA (DEHOTHUIIOM.

OTH HapyleHUsI 0OBIUHO SBJSIIOTCS TSDKENIBIMU U KacaroTcs (PU3NYeCcKOro, ICUXUYECKOro,
IOJIOBOTO PAa3BUTHUA. DTO MOXKET OBbITh YMCTBEHHOE M (PU3MUECKOE HEAO0pa3BUTHE, MOPOKU
pasBUTHA CcKeneTa, JedopMalnus depena, MUKpouedanus, SIUKaHT, XapaKTepHbIE YEpThl JHIA
(manpumep, npu Oosne3Hu JlayHa IJMIO OAHOTUIIHOE Yy PA3IUYHBIX YEJIOBEYECKHX pac),
KOCOJIAIIOCTh, KPUITOPXHU3M, AHOMAJHMM TPYIHOH KIIETKH, HaJHM4YUe MOPOKOB cepaua u T.1. B
HACTOAIIEEe BpeMsi BHYTPUYTPOOHAst JUArHOCTUKA XPOMOCOMHBIX 3a00JIeBaHMI BO3MOXKHA TPH
UCCIICIOBAHUN OKOJIOIUIOMHBIX BOJ. DTO TO3BOJISIET TMPEIYNPEIUTh POXKICHHE IeTed C
XPOMOCOMHBIMU 3a00JI€BaHUAMU.

Kakue WMEHHO NpPUYMHBI NPUBOAAT K XPOMOCOMHBIM MYTalUsIM — KaxIbld pa3
YCTaHOBUTb IPAKTUYECKHM HEBO3MOXHO. OTO MOryT OBITh (U3HUECKHEe, XHMHUYECKHE,
O6uonoruueckue ¢axtopbl. Kpome Toro, myranum B siflieKJIeTKax y >KCHIIUHBI MOTYT MMETh
MECTO Jake€ BO BHYTPUYTPOOHOM mepuojae pa3Butus. OJHAKO PUCK Pa3BUTUS XPOMOCOMHBIX
3a00seBaHuil OOJIbIIE Cpely MOXUIIBIX JKeHIIMH. Tak, puck uMeTh pedéHka ¢ Tpucomueit 13-,
18- mnm 21-i XpoMOCOMBI IS skeHIUH 45 neT u crapiie B 60 pa3 mpeBbIIaeT 3Ty NaTOJIOTHIO
y skeHIMH 19-24 ner. OueHb MOJIOJBIE JKEHIIMHBI HMMEIOT IOBBIIIEHHBIH PUCK POXKICHUS
pebeHKa ¢ XpOMOCOMHBIMH 3a00JICBAHUSMHU.

YucaoBble aHOMAJINU XPOMOCOM IPOUCXOAAT B MeHO03€ MM MHUTO3€ BO BpeMs NEPBbIX
JeNeHui 3UroTsl. B aTHX cilydasx MOXKeT HaOmonaTbcs MO3auIM3M, TaK KaK MMEETCs KJIOH C
HOPMaJIbHBIM U HM3MEHEHHBIM KapHoTHIoM. KiMHuYeckas KapThHAa y TakUX OOJIBHBIX MOXKET
OBITH MEHEe BBIPAKEHHOM.

PaccmoTpuM Hanbosee 4acTo BCTPEUAIOLIHECs] XPOMOCOMHBIE CHHIPOMBI.

CHUHAPOMBI C YNCJIOBBIMU AHOMAJINAMMU ITOJIOBBIX XPOMOCOM

Cunapom lllepemesckoro-TepHepa. oTcyTCTBHE OAHON X-XpOMOCOMBI Y KEHIIUH (45
XO) BcrecTBUE HAPYIICHUS PACXOXKICHHSI TTOJIOBBIX XPOMOCOM

[Tpusznaku:

-Hu3kui poct (115-130)

-KOpOTKas 11est

-KpBUIOBHIHBIE KOJKHBIE CKJIaJIKU Ha IIee B BU/E KAIIOIIOHA (ITEHUTUYM)

-MY>KCKOHM THIT TEJIOCIOKEHUS (KOPEHACTOCTD)

-MHTEIJIEKT COXpaHEeH

-Ha KO)K€ TTMTMEHTHBIE TISITHA, PEUMYIIIECTBEHHO Ha JIUIIE

-BOPOHKOOOpa3Hasi rpyJiuHa



-IIUpPOKast TpyAHast KJIeTKa

-HEZI0Pa3BUTHE BTOPUYHBIX TMOJIOBBIX MPU3HAKOB

-Oecruiogue

JleueOHbIE MEPOTIPUATHS TPOBOAST OOBIYHO SHIOKPHUHOJIOTH C LENBI0 CTUMYIISILIUM POCTa
70 TIepHoAa TOJIOBOTO CO3PEBAaHUS M YMEHbBILIEHHUS IO0JIOBOTO HH(PaHTUIU3MA (IJIUTEIbHbIE
Kypchl BBEJCHHUS IIOJOBBIX TOpMOHOB). IlosiBlIeHME MEHCTpyalui, BTOPHYHBIX IOJOBBIX
IPU3HAKOB OKAa3bIBAaeT OOJIBIIOE IOJIOKHUTEIbHOE ICUXOJIOIMUYECKOe BO3JEHCTBHE, XOTS Takue
KEHIIMHBI OCTAIOTCS OECTIIIOAHBIMU.

Cunapom tpucomun X. Briepsbie CHHAPOM TPHCOMUHU 1O X-XPOMOCOME ObLT OMHCAH B
1959 rony, xoraa B siApax 3MUTENHUS CIIM3UCTON 000IOUKH IIEKH OONBHOM OBLIO 0OOHAPYKEHO J1Ba
TeNblIa TOJIOBOTO XpOMaTHHa.

Cungpom Tpucomun no X-xpomocomaM- 47 XXX BKIIOYaET TPUCOMUIO (KaproTun 47,
XXX), rerpacomuto (48, XXXX), nenracomuto (49, XXXXX)

[Tpusnaku:

-HEZI0Pa3BUTHE TEHUTAINH

-BO3MOXHO Oecruionue

-HEpEeTYIAPHBII MEHCTPYaJIbHBIN LUK M BTOPUYHAS AaHEMUS

-HEPBHO-TICUXMYECKUE PACCTPONCTBA (C BO3PACTOM YBEIUUMUBACTCS PUCK BOZHUKHOBEHUS
TICUX030B)

-BpOXKJICHHBIE TIOPOKH CcepALla

Cunapom Kaaiingeasrepa. Cunnpom onucan Knaiindensrepom B 1942 roay, a B 1959
rogy OblIa yCTaHOBJIEHA €ro XpoMocoMHas npupoaa (47, XXY).

Cunnpom KmaitHdpensrepa- 47 XXY noaucomusi mo X-XxpoMOCOMaM 'y MaJIbuukoB (47,
XXY)

[Ipusnaku:

-€BHYXOUJIHOE TEJNOCIOKEHHE (IIUPOKUI Ta3, OTIOKEHHE KHpa U OBOJOCEHEHHE IO

KEHCKOMY THILY)

-BBICOKHI pOCT

-TUCTIPOTIOPIIUS TeJa (JATMHHbIE KOHEYHOCTH, BBICOKASI TAJIHS)

-aHOMaJIHS Pa3BUTHS MOJIOBBIX OpTaH

-Oecrutoye, BCIEACTBAE HAPYLIEHUs CIIEPMOTOIMHE3a

-3MOLIMOHAJIbHO-BOJIEBbIE HAPYIIEHUS

Knuanueckas kapTHHA NPOSBISETCS ¢ MOMEHTA MOJI0BOTO CO3PEBAHMUS.

Cunopom nonu Y- 47 XYY Kak ¥ oaucoMusi o X-XpoOMOCOME, BKJIFOUAET TPUCOMMIO
(xapuotnu 47, XYY), rerpacomuto (48, XYYY), nenracomuro (49, XYYYY)

[Ipusnaku:

-BBICOKHI pOCT

-JUTHHHBIE KOHEYHOCTH

-rpyOble 4epThl U AUCIIPONOPLIMH JIHLA

-aHOMaJIMsl Pa3BUTHS MIOJIOBBIX OPraHOB, OecIioane

-COLIMAJIBHO OMNACHbl (OTIMYAIOTCS arpecCUBHOCTBIO, JKECTOKOCTBIO, CKIOHHOCTBIO K

HACcUJIMIO, yOUHCTBaM, HEMOTHBHUPOBAHHBIM HocTynkaM) 50% nronel ¢ JaHHBIM CHUHIPOMOM B
OCHOBHOM B MECTaXx JIMILIEHHs CBOOOBI WIIM CTOSIT HAa YU€Te B ICUXUATPUUECKON KITMHHKE.

CUHAPOMBI C YUCJTOBbBIMU AHOMAJIUAMU AYTOCOM


https://ru.wikipedia.org/wiki/%D0%A2%D1%80%D0%B8%D1%81%D0%BE%D0%BC%D0%B8%D1%8F_%D0%BF%D0%BE_%D0%A5-%D1%85%D1%80%D0%BE%D0%BC%D0%BE%D1%81%D0%BE%D0%BC%D0%B5

Cunapom Jlayna. JlanHas aHoManus sBJsieTCS caMOW 4acToi (OpMOH XPOMOCOMHOM
[aTOJIOTHMHM YeJOBEKa M TPOsABIseTcs TpucoMuel mo 21-ii mape Xxpomocom. 3aboseBaHue
BcTpeuaetcs: ¢ yactoroil 1 n3 700-800 HoBOpokIeHHBIX. [IpocTast TprucoMus COCTaBISIET OKOJIO
95 % ot  obmero uuciaa OonpHBIX C cuHApoMoMm JlayHa, a 4 % mnpuxoauTcs Ha
TpaHCJIaKallMOHHBIN BapuaHT U 1 % Ha MO3auLIU3M.

B ocnoBe Oone3nu JlayHa nexxur HepacxoxjaeHue 1o 21-il mape xpomocoM iubO B
AHULIEKIIETKE BO BpeMsl Meilo3a, TMO0 Ha paHHUX CTaausx ApoOneHus 3urotel. Kapuortum
OOJBHOTO TPHU TPUCOMHH COACPKHUT 47 XpOMOCOM, MpPH ITOM JHINHEH sBiuserca 21-a
xpomocoma. Ilpu TpaHcinakallMOHHOM BapuaHTE B KapUOTHIIE COAEPKHUTCSI 46 XpomocoMm, a
JIUIIHAA 21-5 XpoMocoMa OKa3bIBaeTCsl TPAHCIOLMPOBAHHOM Yallle BCET0 Ha XpOMOCOMY T'PYIIIIBI
D wmu G. MHorna mogoOHas TpaHCIOKaus B cOATAaHCHPOBAHHOM COCTOSTHUHM OOHAPYKUBACTCS Y
OJTHOTO W3 poAuTeNiel (uamie Bcero y marepu). st Takoil ceMbH MMEETCS MOBBIIMICHHBIA PUCK
poxaeHust pebeHka ¢ Oone3Hpio JlayHa, Tak Kak B MeHo3€ y TakUX POAMTENEH Hapsay ¢
HOpMAaJIbHBIMHU raMeTaMu OylyT BO3HHKATh raMeThl C HecOaaHCUPOBAaHHBIM KapHUOTHUIIOM.

Kak mpaBuio, KiaMHHYECKas KapTWHA TPUCOMHOTO M TPAHCIOKAIIMOHHOTO BapHAHTOB
Hepaznuuuma. [Ipu mMo3zanyHOM BapuaHte (HOpMa — TPUCOMHSI) BBIPAKEHHOCTh KIMHUYECKUX
CUMNTOMOB 0Oose3Hu JlayHa 3aBHCUT OT COOTHOILEHHUS HOPMAJbHOIO M MAaTOJOTHYECKOro
KJIOHOB: YeM MEHbIIIE MPOIEHT HOPMAJIBHBIX KIETOK ¢ 46 XxpoMocoMamHu, TeM OoJiee BhIpakeHa
KJIMHUYECKasl KapTUHA.

Cunnpom Jlayna- 47 XX(XY)+21 tpucomus no 21-it xpomocome

[Ipu3nakn:

-JIETH POXKIAIOTCSI C HOPMAJIbHOM Maccoi Telia

-JIUIIO TUIOCKOE JTYHOOOpa3Hoe

-roJIoBa MajieHbKasi, KpyIioi (popMbl CO CKOIIEHHBIM 3aThLIKOM

-KOCOH paspes Iia3

-4EePTHI JINLA CXOXKHU Y OOJIBHBIX

-MaJIEHbKHE, HU3KO PACIOJI0KEHHBIE YIIHbIE PAKOBUHBI

-ILIMPOKasl IEpeHOCHLIa

-pOT MOJYOTKPBIT, KOHYMK SI3bIKa BBICTYTIAET U30 pTa

-HU3KHUH pOCT

-IIOPOKH Pa3BUTHUSI BHYTPEHHUX OPTraHOB

-TIOIUAHOKPUHHBIE HAPYIICHUS

-HapyIieHne PU3NIECKOro U MCUXUIECKOTO Pa3BUTHS

-OpaxuJaKTUIHS

-yMCTBEHHas! OTCTAJIOCTh, 1eOMILHOCTh, HIUOTHS

[IponomkuTenbHOCTH kU3HU orpannyeHa (30-40 ser)

Cunapom Ilaray. Otor cunnpom Obut ormmcad K. Ilaray ¢ coast. (1960) xak cunapom
MHOKECTBEHHBIX BPOKIEHHBIX NOPOKOB Pa3BUTHUsSA, CONPOBOXKIAIOIIMKICI TpucoMuen no 13-i
xpomocome. [Ipu poxkaeHun 3TH AETU UMEIOT Mallyl0 Maccy Teja, XOTS POXKIAlTCi B CPOK, Y
OepeMEHHBIX MU KEHIIUH OTMEYaeTCs MHOTOBO/IHE.

ITpuzHaku:

-aHOMaJIus JIMIa U uepena

-3aIaBlliee IEPEHOCHE

-HU3KUW CKOIICHHBIHN JI00

-y3KHU€ [Ia3HbIE LIEIH

-IIMPOKOE OCHOBAHME HOCA



-TIOJIMJAKTUIIHS
-BpOXKJICHHbIE IOPOKU BHYTPEHHUX OpraHoB (cepaua, nouek, MaTku, kumednuka, [{HC)
[IponomxutenbHOCTH XKU3HH: 1-3 roga(Ha mepBoM roay KU3HU norudaet 10 95% nereil)

Cunapom DnaBapaca. OToT cuHApoMm Obl1 omucaH B 1960 romy [I. DnBapacom m
BITOCJIEJICTBUU MOIYYHII €TO UMSL.

Cunnpom DaBapaca- 47XX(XY)+18 Tpucomus no 18- xpomocome,

[Ipusnaku:

-HWKHSS YEJIIOCTh U POTOBOE OTBEPCTHE MAJIEHBKUE,

-IJIa3HBIE ILEIHN Y3KHE U KOPOTKHE,

-YIIHbIE PAKOBHHBI J1e(hOPMUPOBAHEI,

60% nereil yMUparOT B BO3pacTe 0 3 MECSIEB, 10 roja A0KUBatoT Jullb 10%, oCHOBHOM
MPUYMHON CITYKUT OCTaHOBKA JbIXaHUS U HapyllleHue paboThl cepala.

Cunapom Bouabpa — XupumxopHa (4p-) — cuHIpPOM, BhepBble onucad B 1965 roxy.
00yCJIOBIIEH JIeellel KOPOTKOTO rieda 4-if XpOMOCOMBI.

[MonmynauunonHas yactota 3a0oneBanus - okono 1 ciydas Ha 100 000. [letu ¢ cunapomom
Bonba- XupuxopHa OOBIMHO PpOXAAIOTCS Yy MOJOABIX POAMTENEH, JOHOIIEHHBIE, HO CO
3HAYUTEIBbHO CHW)XEHHbIM BecoM (okoio 2000 r). [Insg Takux [eTeil XapakTepHa pes3kas
3aepKKa (PU3MUECKOr0 M TICUXOMOTOPHOTO pAa3BUTHA. Y HHUX HAOIIONAIOTCS YMEPEHHO
BBIp@KEHHAast ~ MHKpouedanus,  KIIOBOBUAHBIA  HOC,  BBICTyNAMOIIEe  HAANEPEHOCHE,
ne(OpMUPOBAaHHbIE, HU3KO PACIOJIOKEHHBIE YIIHBIE PAKOBUHBI, BEPTHUKAIbHbIE CKJIAJKH KOXKU
BIIEpPE/IM YIIHBIX PAKOBUH, TMIIOTOHMS MBIIIL, 3HAUUTEIbHOE CHUKEHHE PEaKIMU HAa BHEIHUE
pasapaxeHusi, CyIopoXKHbIe npunaaku. OTMeualoTcs TaKkKe pacllleIMHbI BepXHel TyObl u HEOa,
nedopMaui CTOI, aHOMAJUU TVIa3HBIX SOJIOK, SMUKAHT U MAJEHBKHI POT C OMyHICHHBIMU
yroiakamu. M3 BHyTpEHHHUX OpPIraHOB Yallle MOPaKkaroTCs ceple (MOPOKH pa3BUTH) U IPUMEPHO
B TIOJIOBUHE CIy4aeB - MOYKU (TUHOIUIA3HSI M KUCTHI). BONBIIMHCTBO NeTel ¢ cuHapoMoM 4p-
yMHpaeT Ha 1-M rony ku3HU. MakcuMalIbHBIN U3BECTHBINM BO3pACT MAlMEHTa C 3TUM CHHIPOMOM
- 25 ner.

Cunapom Opbenu (13q-) oOycrioBieH nenenuend JIMHHOTO Tuieda 13- XpOMOCOMBI,
Onucan B 1962 r. [lomynsuuoHHas YacToTa CHHAPOMA HE yCTaHOBIEHA. JleTh ¢ CHHAPOMOM
Opbenu poxpatorcs ¢ Hu3kuM BecoMm (2200 r1). KiamHWYECKH CHHAPOM MPOSBIISETCS
AHOMAJIMSIMH Pa3BUTHS BCEX CUCTEM OpraHM3Ma. XapakTepHbl MHKpouedanus, OTCyTCTBUE
HOCOBOH BBIpE3KU (7100 HEMOCPEACTBEHHO MEPEXOAMT B HOC), SMUKAHT, aHTUMOHTOJOWIHBIH
pas3pes3 Iv1a3, MUpoKasi CIIMHKA HOCa, BBICOKOE HEOO, HU3KO pacloyIOKeHHbIE 1e(OpMUpPOBaHHbIE
yIIHbIE pPaKoBHHBL. OTMEUalOTCs MOpaXKeHHs a3 (MUKpOQTaIbMUs, MHOTAA aHO(TaIbMHUSL,
KOCOTJIa3ue, KaTrapakTa, PeTHHOOIACTOMA), OMOPHO-ABUTATENIBLHOrO ammapara (KOpoTKas Ies,
TUMO- WIK arvia3us MepBOro najbla KUCTU U MATOYHOW KOCTH, CUHJAKTUIMHM KUCTEH U CTOII),
aTpe3uH NpPSAMON KHUIIKM M 3aJHENPOXOAHOrO OTBEpCTHS. YacThl MOPOKM pa3BUTHUS CEpILa,
nmouek, rojoBHoro mosra. s Bcex gereit ¢ cuHapomoM OpOenn XxapakTepHa TIiTyOoKas
onuroppeHus, BO3MOXKHBI MOTEPsl CO3HAHMS, CyAOPOTH. BONBIIMHCTBO OOJMBHBIX C CHHIAPOMOM
13g- moru6arot Ha 1-M roay >KU3HH

CHHIPOM «KOIIAYBEro KpHKa». DTOT CHHIPOM CBS3aH C JIeJelMEed KOPOTKOro Iuiedya
5-it xpomocomsl (omucad B 1963 r.). [lnay HOBOPOXKICHHBIX MOX0XK HAa KPUK KOILKH, YTO CBS3aHO
C aHOMAJIMSMM Pa3BUTHUS TOPTAHU U TOJIOCOBBIX CBA30K.

[Ipu3nakn:

-BHYTPUYTPOOHBIN MOPOK Pa3BUTHUS TOPTAHU, AHOMAJIUSL PA3BUTHS TOJIOCOBBIX CBA30K



-IJ1a4 JAE€Tel HAllOMUHAET KOIIaybe MAyKaHbe

-Macca Tejna HU3Kast

-yMCTBEHHOE U (pH3MUECKOE HeIOPa3BUTHE

-CUHJIaKTUJIHS

-IIOPOKH Pa3BUTHS BHYTPEHHUX OpraHoB (cepaua, noyek, [[HC)
[IponomxuTEenbHOCTD KU3HU 3-6 JeT

Takum o00pazom, H3NOKEHHAs KIWHUYECKas KapTUHA 3a00JeBaHUM MpU PA3IUYHBIX
XPOMOCOMHBIX HapyILIEHUSX COMPOBOXKIAETCS B MEPBYIO OYEpeIb OTCTABAHMEM B YMCTBEHHOM
Pa3BUTUU U MHOKCCTBOM ITIOPOKOB PAa3BUTUA. HpeI[HOJIO)KI/ITeJIBHa}I AJUAarHoCTHUKa BO3MOXHA Ha
OCHOBaHUU KJIMHUYECKOW KapTUHBI, a OKOHYATEJIbHBIA AUArHO3 YCTAHABIMBACTCS TOJBKO MOCTIE
UCCJICJIOBAHUS XPOMOCOMHOTO Habopa. BceM 3TuM OONbHBIM HEOOXOAMMa KOHCYJIBTAIHS
Bpaya-reHeTHKA.



