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f'raBa 2
XPOMOCOMHBIE BOAE3HMU

ITpuunHOii Pa3BUTHSI XPOMOCOMHBIX OOJIE3HEH SBISIOTCA YUCIOBBIE WM CTPYK-
TypHbIE HAPYLIEHWsI XPOMOCOM. XPOMOCOMHBIE AHOMaJMKM MOTYT 3aTparuBaTh
KaK ayTOCOMBI, TaK M TOJOBBIE XPOMOCOMBI. Bce XpOMOCOMHBIE CUHIPOMBI pa3-
JESIOT Ha TOJIHBIE TPUCOMUM ayTOCOM, YMCIOBbIE AHOMAJINU TIOJIOBBIX XPOMO-
COM, YAaCTUYHbIE AHEYIUIOMIWK M CTPYKTYPHBIE [IUTOTCHETUYECKUE aHOMAJIMH.

2.1. OBLLIAAl XAPAKTEPUCTUKA

OCHOBHAasl Macca 3apojblileii ¢ AucOaTaHcoOM XPOMOCOM ITOTUOaeT B paHHMIA I1e-
puon passutus mionaa. bosee yem B 50% ciryyaeB NpUYMHOM CaMOIIPOM3BOJIbHBIX
BBIKUIBILICH SIBJISIOTCS HapylueHus: Kapuotuna. Cpeay XUBbIX JeTel ¢ aHOMaIu-
MU KAPUOTUIIA TPUMEPHO B PABHOM COOTHOLLUEHUU HAOTIONAIOTCS TP THIIA XPO-
MOCOMHBIX HApyLICHWIi: TPUCOMUU, aHEYIUIOMAMM 110 II0JIOBBIM XPOMOCOMaM U
cOaTaHCUPOBAHHbIE TPAHCIOKALIUU, T. €. B IIOCIEAHEM Cllydae AT KIMHUYECKH
3[0pPOBbI. 3HAYMTEIbHAS YaCTh TUIOJOB C AaHOMAIUAMU XPOMOCOM, COBMECTUMBI-
MM C 3aBeplieHueM 3MOproreHesa, norubaioT B epuHaTaIbHOM TIEPUOJIE, B TOM
qucye BCe AETH C MOJMUILIONANEeN M HecOaTlaHCUPOBAHHBIMU TPAHCIIOKAIIUSMMU.
B Hacrosiiee Bpems onucaso okosino 1000 Hozonornyeckux GopM XxpoMOCOM-
HbIX OoJyie3Hel. Bce OHM XapaKTepuU3yloTCs PsIOM OOLIMX IIPU3HAKOB, IPEXIE
BCEr0 MHOXECTBEHHOCTBIO ITOPAXEHMUsI, YTO OOYCIOBJIEHO OOJBLIMM AucOanaH-
coM TeHOB. YacTo HaGMIONAI0TC s 3aepKKa BHYTPUYTPOOHOTO U IICUXOMOTOPHOTO
Pa3BUTHUSI, TOBBIMIEHHBIA TIOPOT YCIOBHOW CTUIMAaTMU3allMy, MHOXECTBEHHbIC
BpoxXAeHHbIe mopoku passutusi (BITP), Hapyenus nojosoi muddepeHunpos-
K/ ¥ PENPOLYKTUBHOU (DYHKIIMM, UBMEHEHUS AEPMATOIIMMDUKA U JID.
XpoMocoMHble GOJIE3HM PEAKO Hacieaylotcs, U Gonee yeM B 95% ciryyaes
PUCK IIOBTOPHOTO POXIECHUS B CeMbe O0JIBHOIO pebeHKa ¢ XpOMOCOMHOIA T1aToJI0-
rueil He MpeBbIIAET OOIIENONyISUMOHHOro ypoBHs. MckimoyeHrue cocTaBisiioT
Te ciIydau, Koraa poauTesu 60IbHOro pebeHKa HecyT cOanaHCHpPOBaHHBIC TPAHC-
noxkaruu. Hocurenu cbayiaHCUPOBAHHBIX TPAHCIOKALMNA ITPAaKTUYECKH 310POBHI,
HO B MX TaMETOTe€HE3€¢ HAPYIIAIOTCS MIPOLIECChl pacxoxaeHus: xpomocoM. [loaTo-
MY Y HUX ITOBBIILIEHA BEPOSTHOCTh BBIKMIBIILEH, 3aMepLIMX OepeMEHHOCTEH M
POXIEHMs JeTell ¢ HecOaTaHCMPOBAaHHBIMM XPOMOCOMHBIMM [I€PECTPONKAMU.
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nasa 2. XPOMOCOMHbIE BONE3HN

IMosToMy mpu GecruToauu, MEPTBOPOKASHUSIX, TPUBBIYHON HEBBIHALLIUBAEMOCTH
GepeMEHHOCTH, a TAKXKE ITPU HAIMYUM B CEMbE peOEHKA ¢ XpPOMOCOMHOM 1aToJI0-
ruei HeoOXOaUMO TTPOBOIUTH AHATU3 KAPUOTUITA KAXKIOTO U3 POAUTENIEH C LIEJIBIO
JMAarHOCTUKM COANaHCUPOBAHHBIX XPOMOCOMHBIX TPAHCIOKALIUNA.

2.2. TPUCOMUK

TpucoMHUU Cpeiy XUBBIX JeTell OMUCAHBI JUIB IS ecT Xxpomocom (8, 9, 13,
18, 21 1 22), 110 ocTaJdbHBIM XPOMOCOMAaM OHU JieTaibHbl. M3 HUX Haubosee 3Ha-
YMMBIMU ABJISIIOTCS cuHdpomst Jayna, Ddeapoca v [lamay — TPUCOMUU 11O XPOMO-
comam 21, 18 u 13 cooTBeTcTBEHHO. B 1BYX mocneaHuXx ciydasix 60JIbHbIE yKe TIPU
pOXIEHUU WMeloT MHOXecTBeHHbie BIIP, M uX NpOmOIXATENBHOCTh XU3HU
OOLIYHO HE IMPEBBILIAET TOAa, TOTIa KaK 00JbHbIe cUHAPOMOM JlayHa MOTyT IO-
CTUTATh 3PEJIOT0 M JaXKe TOXMIOro Bo3pacta. OcTaibHble ayTOCOMHbIE TPUCOMUU
SIBJISIOTCST 00Jice PENKUMM, U MX HOCUTEIN MOrubaioT B paHHEM HEOHATaJIbHOM
nepuoe.

Yacrora curapoma JlayHa B cpeaHem paBHa 1:700 cpenu HOBOPOXIEHHBIX, 4 B
obweit nomnyasuuu — 1:4000. Cpenu 601bHBIX ONMUTO(PPEHUEH BCTPEYAEMOCTh
cuHapoma JlayHa cocrasisier okosio 10%. Puck poxnaeHust aereil ¢ CUHAPOMOM
JlayHa IOBBILIAETCS C BO3pAacTOM Matepu, U y 40-JeTHUX MaTepeil 4acToTa pox-
nenus Jayna pocturaer 1:60—1:100.

BosbHbIE CMHAPOMOM JlayHa OTIMYAI0TCSI CBOEOOpasHbIMU (DEHOTUTHMUECKUMU
ocobeHHOCTIMU (puc. 2.1), mpexae BCero JULIEBBIMU AHOMAIMSIMU: KOCOM, MOHIO-
JIOWIHBIN pa3pe3 I71a3, IpU KOTOPOM HApyXKHBIA yroj Ija3a BbILUE BHYTPEHHETO,

Puc. 2.1. Cungpom dayHa:
a — nuuesble ocobeHHocTu; 6 — nonepeyHas Goposaa Ha NnanoHKU
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HEpEe/IKO STUKAHT (BepTHKaTbHas KOXHask CKalka, NPUKPHIBAIOIIAST MeTATbHBIN
YIOJ1 TIA3HO# LIENH), KOPOTKHIA HOC © LIXPOKOW TEPEHOCUIIEN, MATIEHbKHE nedop-
MUPOBaHHBIE YIIIH, YaCTO TTOJTYOTKPHITHII POT € BHICYHYTHIM SI3HIKOM M € BBICTYTIA-
JOIIIEil HYDKHE YeTIOCThIO, CYXHe B TPeIIMHAX ry0bl, MPOOJIEMBI C COCAHMEM 13-32
[MTIEPIJIOCCHH, «KapIIbero prar, OOLIeH TUTIOTOHUHA 1 aTMHAMUH.

®urypa 6oIbHOTO pacciabieHa, MOXOIKa U IBIKCHMUS HEJIOBKHE, roJioc Tpy-
Oblil, peub OTHOCIOXHAS, KOCHOA3BITHA. B 60% cnydyaes y GOJTbHBIX HaOJTIO1ACT-
¢4 ofHa GoJblias mornepedHas 60po3za Ha JIaIoHU, HEPEIKO Ha JIBYX. OTMETUM,
yto B 3% ciydyaeB Takas 6opo3/ia MPUCYTCTBYET U Y 310POBBIX mopei. IToatomy
TONBKO HAa OCHOBAHMY ITOTO TIPU3HAKA HEJb3sI Mpeanoaratb CUHApOM JayHa y
HOBOpOXIeHHOro. Ha Mu3uHIE GOJIBHBIX YaCTO MMEIOTCs TONBKO 2 damaHTU U
1 crubarenpHas auHus. TUIHYHBIM KIMHAYECKUM IPOSIBICHUEM CHHIPOMa Hay-
Ha SIBJISIeTCsl BPOXIEHHOE ciaboymMue. ¥ GONBHBIX HEPEIKO HAaOJII01alI0TCsl BPOX-
NeHHbIE TTOPOKY CEepAla, KeTIHO-BbUIE/IUTE/IBHOM CHCTEMBI, OCTPHBIii Jieiiko3. B
MJIAZIEHYeCKOM BO3pacTe OOJIbHbIC CUHAPOMOM JlayHa amaTW4Hbl ¥ @HOMAJbHO
CITOKOMHBI, PEIKO TUIAUyT, Y HUX PE3KO IMOHMXKEH MBIIIEYHBI TOHYC. MaIbuuKu
Beerna GecruionHbl. B 96% ciiyuaeB KapuoTHUIl Y MalbuiKa ¢ CHHIPOMOM JlayHa
cocrapysier 47,XY(+21) — puc. 2.2, y AeBOYKU — 47 XX(+21).
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| LU
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Puc. 2.2. Kapuotun 6onbHoro cuiapomom fayHa — 47 XY (+ 21)
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Puc. 2.3. Tpancnokauus mMexay xpomocomamu 4 u 21 y anopoBoro nauueHTa — 46,XY,t(4q;21q)

B 3—4% nabmonenmii PCTUCTPUPYETCsl TPAHCIOKALMOHHEI BADUAHT CUHPO-
Ma Jlayna. ITpu 310M v 0xHOTO M3 POIUTE el NMEETCS TPAHCIIOKALIUS MEXKY Cer-
MEHTaMH 21 XpOMOCOMBI M ApyruMu XpoMmocoMamu (puc. 2.3). Yauie Bcero Ha-
Omonaercst TpaHcIOKaIMs 3-ro cermMenTa XpOMOCOMBI 21 Ha XpoMOcoMBI 13 min
15 — tpanciokaunonmsie BapuanTtel 21/13 wm 21/15. Hanuune nomo6HbIx
TPAHCJIOKALIMiA B CEMbE SIBJISIETCS CTPOTUM MOKA3AHUEM IUIsL TIPOBEICHUSI TIPEHA-
TJILHON IMarHOCTHKM CHHAPOMA Jayna y miona.

Tperuii Bapuanr cunapoma Jlayna — Mo3aMuHbII, KOraa nobaBoyHasi 21 xpo-
MOCOMa MPHUCYTCTBYET JIMIIbL B YaCTH KJIETOK GoJibHOro. Yactora 3TOT0 BapHaH-
Ta — 1—2% . «Mo3auku» umeror 6osee CTCPTHIC NPOSIBIIEHUS] CUHAPOMA, YACTO UX
MHTCJUICKT COXPAaHEH, HO BHEIIHHE MPOSBICHUS 3a00JeBaHus ocratores. s
AUATHOCTUKU MO3aulM3Ma OBIBAET HEOGXOAMMO KapUOTUIIMPOBAHKUE HE TOJIBKO
KJIETOK KPOBU, HO U APYTUX TKAHEH GOJBLHOTrO (pubpobaacros, 6GuonTaron pasz-
JIMYHBIX OPTaHOB).

Tpucomus no 13 xpomocome (puc. 2.4), unm cunopom Ilamay. Yacrora 3a60oe-
Banus — 1:5000—1:7000 HOBOPOXIEHHBIX. Knunuueckue nposisnenns CUHJIPO-
Ma JI0CTaTOHO CreLMDUIHBI ¥ O3BOJISIOT CTABUTh IUATHO3 YK€ B IIEpUOJIE HO-
BOPOXICHHOCTH. K HUM OTHOCSTCS YepermHO-JIUIeBbIC AHOMANMI — MUKpOILie-
danus, Tpuronouedanus, pacuemmua TyObl M HebGa, MUKPODTATEMUS, y3Kie
IaSHBIC 1UE/H, 3alaBluas MEPeHOCULA M IPYIHE, Y4acTo COIIPOBOXIAIOLIUECS

I 22
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lfhaBa 7

HACAEACTBEHHBIE BOAE3HU
HEPBHOW CUCTEMbI

[Tonnmanue Beayleil posu reHeTHIecKnuX (hbaKTOPOB B STHOJOITMHU U MATOreHe3e
MHOTHUX GO0JIe3He HEPBHOI CHCTEMbI COPMUPOBAIIOCH B TIEPBOIA MOJIOBUHE ITPO-
LIIJTOTO BEKA, U HEMAJIOBAXHYIO POJIb B 3TOM ChIrpaii PaboThI BBIIAIOLLETOCS OTe-
dectseHHoro Hespomnarosiora C. H. JlaBunenkosa. HeBposiornueckue HapyiieHus
COITYTCTBYIOT OTPOMHOMY KOJIMYECTBY HACIEACTBEHHBIX 3a00JI€BAHUI — UMEHHO
HIO3TOMY MPETOAaBaHKEe MEANLIMHCKON I'€HETUKU B HEAAIEKOM IPOLLIOM TPaIy-
LAOHHO OCYILECTBIIAIOCh Ha Kadeapax HepBHBIX 0OJE3HEi .

B 1990-2000 rr., nonyuusiune HazBaHue «JlecsTHIETHE MO3ra», axkTHueckun
NpousoLia CMeHa (hyHIAMEHTATbHBIX KOHIETIMI, KACAIOIIMXCS MONEKYIISIPHBIX
OCHOB 3THOJIOTMM U TATOT€HE3a HACJEJCTBEHHBIX 00Ie3Hel HEPBHOW CHUCTEMBI.
Wnentndukainst MyTaHTHBIX F€HOB U TIEPBUYHBIX GHOXUMUYECKIX HapyLIEHU,
OTBETCTBEHHBIX 32 Pa3BUTUE MHOTHUX [IECATKOB IIONOOHBIX 3a00IeBaHMil, TIpUBEIA
K BO3MOXHOCTH WX [MAaTOTCHETUYECKOM KiracCudukauuu u GhOpMUPOBAHUIO HA
9TOii OCHOBE HOBBIX HEM3BECTHBIX PaHee KJIACCOB 3a00/IeBaHMiT, TAKUX KaK 6OJIe3-
HU 9KCNIAHCHM, KOH(MOPMALIMOHHbIE 60JIE3HI MO3Ta, HAC/IEICTBEHHbIE KAHAIOTIA-
TUU U 1Ip.

B Hacrosiueii riaBe Mbl PEICTABUM MOJIEKYISPHO-TEHETHYECKYIO XapakTe-
PUCTHKY HACICACTBEHHBIX HEPBHO-MBILIEYHbIX 3a00JeBaHUil, GOE3HENH KOOpP-
JAMHATOPHOM, MUPAMUAHON W SKCTPANMPAaMMIHONW CUCTEM, HEHPOKYTAHHBIX
CHHIPOMOB, HACJIeACTBEHHBIX (opm smuencun. B xone usnoxenus: obcynum
MPUYIUHBI KTMHUYECKOTo MoJuMopdusmMa U TeHeTHYECKOM IreTepOreHHOCTH Ha-
CJICICTBEHHBIX OOJIE3HEN HEPBHON CUCTEMBI.

7.1. HENPOMBbILLEYHBIE 3ABO/IEBAHUA

HepsHo-MbIieunbie 3a601eBaHusi XapaKTepU3YIOTCS HApYLICHUEM IBMXKEHUI
1 Tiporpeccupyioleil arpodueii Mbim. Beiiensior: mporpeccupyioinie Mbi-
HIeYHbIC TUCTPODUM (MUOTIATUN); CIIMHAIBHBIE AMUOTPOMDUN; HACTEACTBEHHBIE
TMOJIMHEBPOIIATUN; MUOTOHUM M MUOIUIETUN (HCpBHO-MbIHIC'-[HbIﬁ KaHaJiona-
TUH).
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7.1.1. Nporpeccupyiowue Mbie4Hbie AUCTPOUN

Knunnyeckas kiaaccudukaums ITPOrPEeCCUPYIONIMX MBILIEYHbIX JUCTPOGhUA
(ITM]1) ocHOBaHa Ha XapakTepe PacrpOCTPAHEHUS MbIILIEYHBIX aTpoduil 1 mape-
30B — KOHEYHOCTHO-TIOSICHBIE, JIUIIE-JIOTIaTOYHO-IIJIEYeBbIe, IUCTAIbHbIC, OKY-
nodapenrraibHbie. Mopdon0rniecku B MbILIEYHBIX BOJOKHAX MPU MMUOTIATHSIX
BBISIBIISIIOTCS AUCTPO(UUECKME U HEKPOTUYECKME U3MEHEHUsI, paspacTaHue Coe-
JTUHUTEIbHOM TKaHU, nuddy3Has pasHOKaInbepHOCTh MUOLMTOB. [1pu3Haku ae-
HepBauuy Ha DMI oTcyTcTBYIOT. BMOXMMUYECKH B CBIBOPOTKE KPOBU YBEJIMUEHO
conepxkaHue capkoruiasMaTuyeckux epmeHToB — kpeatuHpochokunassl (KPK),
anbnonassl, gakraraernaporenassl, ACT, AJIT. Dty HapylleHus CBUAETEILCTBY~
10T 0 rubesi MUOLIMTOB M Ha 1—1,5 roga onepexalor MosABIeHNE KIMHUIECKUX
CUMITOMOB. [laToreHes rubes M MBILIEYHON TKAHU CBS3BIBAIOT C MEHETUYECKH
00YC/IOBJIEHHOM HEIO0CTATOYHOCTBIO MEMOPaHHOIO IUCTPO(PHUH-ACCOUMUPOBAH-
HOBOTO KoMIUieKca. B cocraB 5T0ro KoMiuiekca, KpoMe IucTpoduHa, BXOIAT Ta-
Kue Gesiky, KaK capKOIJIMKAHbI, TUCTPOIIMKAaHbl, CUHTPOGUHBL 1 1p. OCHOBHAs
hyHKIMSA KOMIUIEKCa — CTaOMIM3alMsl MbIILIEYHBIX MEMOpaH U MpeaoXpaHeHue
UX OT TMOBPEXIEHMUS BO BPEMSI MBILLIEYHOTO COKPAIIEHUSI.

IIpoepeccupyrowas ncesdozunepmpoguueckas muoducmpopus lowenna—bex-
Kepa — 310 camasi yactast (1:3500) HepBHO-MBbIILIEYHAsI TIATOJIOTMSL IETCKOTO BO3-
pacra. Hacnenyercs o X-cuenieHHOMY pelieccuBHOMY Tuily. [lepBbie Mpu3HaKK
muoauctpodun JdomernHa nossisioTes B Bospacte 2—7 jet. [Ipu Havyase Xoas0b
OTMEYAIOTCSl HEeJIOBKOCTh B JBWXEHMSX, ObICTpasi yromisieMocTb. [locTeneHHO
MOSIBJISIIOTCS 3aTPYAHEHUSI TP TIObEMe T10 JIECTHULIE, BCTABAHWUU U3 ITOJIOXEHUS
Ha Koproukax, bere, xonpoe (puc. 7.1).

[MaTonornyecknii mpoiecc HOCUT Bocxoasiuii xapakrep. [lepseiMu mopa-
3KAIOTCS MBILIILIBI TA30BOTO OSICA M TTPOKCUMAJIbHBIX OTAEJI0B HIKHMX KOHEYHO~
CTEil, 3aTEM MBIIIILbI IJIEYEBOTO TMOsICa, TAKXKE MPOKCUMAJIbHbIX OTHEIOB BePX-
HUX KOHEYHOCTEH. B rpoiecc BOBIEKAIOTCS [JUIMHHbBIE MBILILIBI CIIMHbI, (POPMM-=
pYIOTCSI TTOSICHUYHBIN TUIIEPIOPAO03, «OCUHAs TajMst», KPbUIOBUIHbIC JTOMATKH,
CUMITTOM CBOOOIHBIX HALIUICYMIA, «yTUHAsA moxoaka». Cuiia B IUCTaJIbHbIX OTHE-
7ax coxpaHsieTcsi. BMecTe ¢ yMEHBIIEHHEM MacChl MBILILL YTHETAIOTCA pedIiek-
cbl. YyBCTBUTENLHOCTD HE HapylIaeTcst. XapakKTepHO JIMLO «CPUHKCaA», «MUOMa~
Ta» — TUIEPTEIOPU3M, HELOCTATOYHOCTH MUMUYECKO MyCKynaTypbl. BosHuka-
0T BTOpUYHBIE AeGopMaluy [MO3BOHOYHUKA, TIPYAHON KIETKH, PETPAKLUN
CYXOXMJINI, KOHTPAKTYphl CycTaBoB. [IpuMepHO y 4eTBEPTH OOJBHBIX IMATHOC-
TUpyeTCcs 0NUro(GpeHns B CTeNeHN AeOMIbHOCTH. bobHbIE COXPaHAIOT CIIOCO0-
HOCTb K Xonb0e 10 10—12-1eTHero Bo3pacta, rnocje 4ero rnepeaBuraloTcs ToJIbKo
C TIOMOIIbIO MHBAJIMIHOM Kosisicku. Hapsimy ¢ atpodusiMmu, Hab1104a0TCsl BbIpa-
SKEHHBIE TCEBAOTUIIEPTPOMUM, MTPEUMYIIECTBEHHO UKPOHOXHBIX U I1€IbTOBU/I~
HBIX MbILIL. M3 3KCTpaHEeBPATbHBIX CUMIITOMOB — KapAMOMUOIIATHS, TIIyXOTa.
BosnpHbIE paHO NTOr1OaIOT OT MHTEPKYPPEHTHBIX 3a00JIeBaHUM, HE OCTaBJISIS MO~
TOMCTBA.
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Puc. 7.1. Mnoguctpodus [ioweHHa:
a— TUNUYHbIE NOo3bl NpU Nogbeme GOI'IbHOI'O] 6 — KpbINOBMAHLIE nonaTku

Muopuctpodust bekkepa — 310 GoJIee MSATKUIT BApUAHT X-CLIETUIEHHOM Mpo-
Ipeccupylolleil MblllleuHOM aucTpoduu, Berpevaronuiics: ¢ yacroroit 1:20 000—
25 000 nuir My>KCKOro mojia. B HacTosiee Bpemst yoeIuTeIbHO JOKA3aHO, YTO 06€
opmbr MuoauCcTpOoDUU 0OYCIOBIEHBI PAa3HBIMM MyTALIMSIMUA B OIHOM W TOM K€
rene — DMD (Xp21.2).

OCHOBHBIM TIPOAYKTOM TeHa DMD B MBIIIIIAX SBJISIETCS CTPYKTYPHBIM cTEp-
XKHEBUIHbIN OeOK TuCcTpoUH, TIPUHAMIEXKAIIWN CIIEKTPUH/0-aKTUHUHOBOMY
cyrnepceMeicTBy 0elKOB IMTOCKeNeTa. DTO MOoMM(pPYHKUMOHATBbHBIN 60K,
‘obecrieuynBaOLINIA TOIEPXKAHME LIEJTOCTH MEMOPaHbI MBIIIIEYHOTO BOJIOKHA TIPU
PayH/Iax COKpalleHMsI-pacciiabeHusl, a TakKXKe yJ4acTBYIOLIMi B (hDOPMUPOBAHUU
KQJIbLIMEBbIX KAHAJIOB M HEHPOMBIILIEYHOTo CHHarca. JUCTpo®uH COCTOUT M3
HEThIpeX JOMEHOB U PaCIioJlaraeTcs Ha LIMTOIUIa3MaTUUECKOM MTOBEPXHOCTU Mbl-

€UHOM capKosieMMBbI (puc. 7.2).
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Puc. 7.2. CtpykTypa aucTpocduHa u AUcTpouH-accoLMMpoBaHHOro kKomnnekca 6enkos

N-KOHLIEBOI JOMEH AMCTPO(GUHA CBS3aH C IUTOCKEIETOM MBILIEYHOTO BO-
JIOKHA. 3aTeM WJET CaMblil KPYITHBIN CTePKHEBUIHBIN JOMEH, OOECTIEUNBAIOLIUI
rubkocTh MoJiekysbl. IlocienHue aBa foMeHa — IUCTenH-00raThii U C-KoHLe-
BOM — HauOoJiee 3HAYMMBbI B (DYHKIIMOHAJIBHOM OTHOILIEHWM. B obnactu uucre-
MH-0oratoro AomMeHa (hOpPMHMPYIOTCS KaJblMEBhIE KaHAJIbl M OCYILECTBIISETCS
CBSI3b JUCTPO(UHA, & 3HAYUT, U IIUTOCKEJIETa MBIILIEYHOIO BOJIOKHA ¢ BHEKJIETOU-
HBIM MaTPUKCOM 4Yepe3 TpaHCMEeMOpaHHBIM KOMIUIEKC TUCTPODUH-aCCOLUUPO-
BaHHBIX 0€JKOB. DTU OEJIKM, B CBOIO OY€pelb, PaslelsioT Ha IBa CYyOKOMILIEK-
Ca — CapKONIMKAHOBBIN U JUCTPOITIMKAHOBLIN. B obaactu C-KOHIIEBOrO JJOMEHA
pacrionaraercst CMHTPOMUHOBBII KOMILIEKC, (DYHKIIMU KOTOPOTO OCOOEHHO BaX-
HbI U151 POPMUPOBAHMSI HEHPOMBIIIIEYHOTO CHHAarICa.

B 65—70% cnyyaes y 60osbHbIX MuoaucTpodueii Jomenna—bekkepa auaraoc-
TUPYIOTCS ITPOTSDKEHHbIE BHYTPUTEHHBIE JIEJIEIMK, 3aTparBalolyie HECKOJIBKO CO~
CEIHUX DK30HOB, IPUYEM 3TH [eJelUU XapaKTepHbl st 0benx (opm 3aboseBa-
Hust. Pasmuumst 3aKI1I09aI0TCSI B TOM, YTO TpH MUOAKCTpoduu JoleHHa AeIeinu
COIIPOBOXKIAIOTCS CABATOM PAaMKU CUUTBIBAHUS, U TUCTPOMUH Y OOJBHBIX BOOOILE
He obpa3syetcs. [1pu dopme Bekkepa neneiy He HapyIIAOT PAMKY CYMTHIBAHWSI,
IUCTPOMUH CUHTE3UpyeTcsi, HO uMeeT aHomaiuu. B rene DM D vaeHtuduLuposa-
Hbl TaKXe OTHOCUTEJIbHO HEOOJIbIINE TMEPEeCTPONKM W HOHCEHC-MyTalliid, B TO
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Puc. 7.3. NpeHaTanbHas guarHocTuka aeneuum ¢ 44 no 51 ak3on rena DMD
MeToAoM MynbTunnekcHon MLUP:

1 — BonbHoit MnogucTpodmeit [ioweHHa; 2 — maTtb 6onbHOro pebeHka;
3 — oA MY>XCKOro nona, He UMEeIOLLUI AeneLuu, a 3HauuT, U MuoaucTpocdum [ioweHHa

BpeMsl KaK MMCCEHC-MyTallMy BCTPEYAlOTCsl peiko. Bce maeHTU(ULIMPOBAHHBIE
Yy OONBHBIX MyTaLUWKU TPUBOIASAT K Pa3pylIeHUIO IUCTPO(DUH-aCCOLUUPOBAHHOIO
KOMITIEKCa OEJIKOB, YTO M CITYXKUT IMATOT€HETUUYECKOW OCHOBOM VIS PA3BUTUS MbI-
1eYHOoi auctpodun. MonekysipHas IMarHocTuka aeneruii B ree DMD 1ipoBo-
JIUTCS C UCTIONB30BaHMeM MyJbTUIUIeKCHOM TTLIP, uTo 1o3BosisieT BO MHOTHX CEMb-
SIX BBICOKOTO pUCKa IPOBOAUTH MPOMUIAKTUKY 3a00eBaHusT Ha 6a3e IpeHaralb-
HOW MarHocTuKy (puc. 7.3).

Jluye-ronamouno-naeweéas moimeunas ducmpous Jlandysu—IJexcepuna —
TPETHE 110 YacTOTE HACJIEACTBEHHOE 3a00JIEBAHMWE MBIIILL [TOC/ie MUOAUCTPO(DUN
JlolieHHA 1 MUOTOHUYECKOI cTpoduu. Ero pacrpocTpaHeHHOCTb COCTABIISIET
1:100 000 nacenenusi. Tumn HacaeIOBaHUs — AYyTOCOMHO-IOMUHAHTHBII. [TepBbie
npusHaku 3a60eBaHus OOBIYHO TOSIBISIIOTCS BO BTOPOM JEKAle XWU3HU, XOTS
BO3MOXEH M Oosiee paHHMii 1e010T. [IpenMyIecTBeHHO MmopaxaeTcsi MycKyiaTypa
a, IUIEYEBOTO I10sICa M IMPOKCUMAJIBHBIX OTHENOB BEPXHHUX KOHEUHOCTEH

BEK, OCTHOCTBIO MUMUKH, TPYAHOCTSIMU TIPU YIIOTPEOJEHUN COJTOMMUHKHU, COCA-
. Cniyers 15—20 ner nocne ne6iora 3a601€BaHUsI MOXET Pa3BUTHCS CI1abOCTb
CKYJIaTypbl TA30BOTO 05ICa M TTPOKCUMATBHBIX OTIEJIOB HUXKHUX KOHEYHOCTEIA.
Teuenue 3abosieBaHUsI OTHOCUTETBHO OJIArONpUsITHOE. BOJIbHBIE B TeYeHUE [0~
TOro BpEMEHU COXPaHSAIOT CITOCOOHOCTh K CAMOOOCTYXXMBAHUIO U TPYIOBOI Jesi-
TEJIbHOCTH.

MyranTtHbrit tokyc FSHD1, oTBeTCTBeHHBII 3a pa3BuTHe 3a60/1€BaHMs, PACTIO-
I0KEH B JIMCTaIbHOM KOHLIE [JUIMHHOTO TUIe4a XpoMocoMel 4 B obnactu 4q35-qter.
B 51011 0611aCTH JIOKATM30BaH BBICOKOMOJMMOP(MHBI MaKpOCATETUTHBINA TTOBTOD
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FraBa 16
HACAEACTBEHHBIE BOAE3HU KPOBMU

HacneactBeHHBIE OOJIE3HM KPOBHU IMPEACTABISIIOT COOOW OJMH M3 BaXHEHIIMX
pasziesioB 001IEN KIMHUYECKOi reMarosiorni. K HUM, B MIEpBYIO Ouepe/ib, OTHO-
CATCSL eeMo2n0buHOnamuy, aHemuu, HaApyuleHus CUcmembvl C6epmbléanus Kposu W
mpombopuauu. BakHeiilee MpaKTUYECKOE 3HAYEHNE B MEIUIIMHE UMEET yYeHUE
0 Tpynmax KpoBu. B CBSI3M ¢ 9TUM B Hayajie HACTOSIILEH TJIaBbl PACCMOTPUM Ha-
cremoBaHue OCHOBHBIX rpynm kposu ABO u pesyc-dakropa Rh.

16.1. TPYNMbl KPOBW ABO (ABH) U PE3YC-®AKTOP RH

MdeHOMEH M30reMarmIIOTUHAIIMN 3aKJII0YAETCsI B CIIOCOOHOCTU CHIBOPOTKU KPOBU
OJIHUX JTIOJIel armTIOTUHUPOBATH, WM CKJIEHBATh, SPUTPOLIMTHI APYrUX jmojeil. B
OCHOBE ATOTO IPOLIECCA JIEKHUT CBSI3BIBAHNE IPUTPOLUTAPHBIX ITIMKOCHUHTONIN-
MMUIHBIX AHTUTEHOB, WM ArTIIOTUHOTEHOB, C IPUPOAHBIMU AHTUTEIAMHU T1Ia3MBbI
KpPOBY — arnmoTHHUHAMK. CBSI3pIBaHME SPUTPOLIMTOB MPOMCXOIUT B TOM Cllyyae,
€CJIM BCTPEYAIOTCs OJHOMMEHHbIE arrIIOTUHOTEH M arriloTMHMH. B Hacrosiee
BpeMsl ONMCAHO 15 aHTUTeHHBIX CHUCTEM SPUTPOLIMTOB, Kaxjas M3 KOTOPbIX
BKJIIOYAET OT ABYX IO HECKOJIBKUX JECSTKOB AaHTUI€HOB, KOHTPOJIMPYEMbIX I'€Ha-
MU C MHOXECTBEHHBIMU ajuiejsiMu. Haubosiee M3BECTHBIMU M3 HUX SIBIISIOTCS
ABO, wuim ABH, u Rh.

Ipynnot kpoeu cucmemvt ABO, uau ABH. B 310ii cucteme arrjioTMHOI¢HAMU
SBJISIOTCS aHTUTeHBl A, B 1 H, a armiotuHMHaMu — aHTUTeNa o U B. AHTUreH H
SBJISIETCSI TIPEAIIECTBEHHUKOM [UIsi 00pa3oBaHusl aHTUreHOB A 1 B. B Tom ciy-
yae, ecu K aHtureny H ¢ moMoieio hepMeHTa NIMKO3UITpaHC(epasbl Mprucoe-
nuHsieTcss N-alleTHIraJakTo3aMuH, 00pa3yeTcst aHTUTeH A, €CJIU XKe TIPUCOeIM~
HsIeTCs rajiakTo3a, obpasyercs antureH B. [nmkosunrpancdepasa Koaupyercs
renom ABO (9q34.2), B KoTopom uaeHTUUILIMPOBAHBI 3 TIABHBIX amnens: A, B
u 0. Antenn A u B komupyior uzodopmsl hepMeHTa, IPUIITMBAIOIINE PA3HbIE Y-
JIeBOIHBIC OCTATKU K npeaiectBeHHuKy H. Amnens 0 — 1o genenus 1 HyKieo-
THaa B reHe ABO, pu KOTopoii hepMeHT He CUHTE3UPYETCs, U Y HYJIEBbIX TOMO-
3UroT 00pasyeTcs TOJNBKO npenmecTBeHHUK H. Annenn A u B 1OMUHAHTHBI 11O
OTHOMIEHUIO K auiemio 0 M KOZOMMHAHTHBI TIO OTHOILIEHWIO IPYr K IpYTy
(puc. 16.1).
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I'nasa 16. HAC/IEACTBEHHbIE 50JIE3HU KPOBU

KogomuHaHTbl

Ipynna
KpoBu A

Ipynna

kposu B
B A-annens
. B-annens

BO
D 0-annenb

TIV

I'pynna kpoeu A pynna kposu AB Ipynna kpoeu B pynna kposu 0
(koAOMUHaHTbI)

Puc. 16.1. HacnepoBanue rpynn kpoBu no cucreme ABO

I'Ipn 3TOM BCEIro MOTYT 00pa30BbIBAaTHCS 4 rpyribl Kposu: I, viau 0, mpu reHo-
anie 00; I1, i A, npu rerotunax AA v AO; 111, wiu B, ipu renotunax BB u BO;
V., wm AB, npu reHorune AB. Bo3MOXHbBIE T€HOTHITBI M COOTBETCTBYIOIINE

KPOBHU TNpeICTaBIeHbI B Ta0JI. 8.

Tabnuua 8
Hacnepnosanue anneneii, onpeaensiiowmx rpynnbi KpoBU cuctembl ABO

A B 0
ig reHOTUN | rpynna KpoBM | FeHOTUN | rpynmna KpPoBM | FEHOTWN | rpynna KpoBu
AA I, vrm A AB IV, unn AB A0 I, unu A
AB IV, unu AB BB IIl, unn B BO Il unn B
0 A0 Il, unm A BO I, v B 0 I, unm 0

I'pynmsr KpoBU orpenesnsiior UMMYHOJIOIMYECKHE CBOMCTBA arrIlOTHHOTEHA,
[M30BAHHOTO HAa IOBEPXHOCTU SPUTPOIIUTOB, M B3AMMOJIEWCTBYIOIIETO C
arnIIOTUHMHA, PACTBOPEHHOTO B CHIBOPOTKE KPOBU. DTU B3aUMOIECHCTBUS
eJICTaBJIEHBI B Ta0JI. 9.
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Tabnuya 9
B3aaumopaencTBUS MeXay reHoTunamm u peHOTUNaMM no cucteme rpynn kposu ABO
I'pynna kpoBu FeHoTun 3&12::::;9 AHTUTENA CLIBOPOTKN
| 00 0 a3 — aHTu-A 1 aHTn-B
Il AA nnn AO A 3 — anTn-B
1l BB wnn BO B oL — aHTu-A
\Y AB AB 0

[lepBast rpymna KpoBU BCTPEYAETCS B PA3TUYHBIX MOMYJISIMAX C YACTOTOM OT
30 10 40—50%. KpoBsb I rpyniibl He CONEPXKUT SPUTPOLIUTAPHBIX AHTUTEHOB. 103~
TOMY JIIOIMA C TIEPBOIA, WIN HYJIEBOM, TPYIIION KPOBU SIBJISIIOTCST «YHUBEPCAIbHBI-
MM JOHOpaMu». BBeeHre aHTUTEHOB A WM B Tu1aM ¢ HyJIeBOM TPYIIOil KPOBU
NPUBOIMT K 0OPA30BAaHUIO AHTHUTE, BHI3BIBAIOLIMX AITTIOTMHALUIO SPUTPOLIUTOB
C BO3MOXHBIM Pa3BUTHEM IeMOJMTUYECKOro LI0Ka. Bropas rpyrina KpoBu BCTpe-
yaeTcsl cpelv HaceJeHUs] MPUMEPHO C TAKOW XK€ YacToTOi, YTO U mnepsas, B TO
BpeMsi KaK TPeThs IpyIina sipjsiercsi 6onee peakoit (10—20%). ¥ obnanaresneii Bro-
pOIi MM TPETheii IPyII KPOBY BHIPAOATHIBAIOTCS AHTHUTEA JIMOO TIPOTHB aHTUTe-
Ha B, mu6o npotus aHTUreHa A. YeTBepTasi rpyrira KpoBH sIBJISETCA CaMOW pefi-
Kot (3—8%). Y nui ¢ Takoii TPyNIoi KpOBU aHTUTEIA K 9PUTPOLIMTAPHBIM aHTH~
reHaM B CHIBOPOTKE KPOBM He BbIpaOAThIBAIOTCS, TAKMM 00pa3oM, OHU SIBJISTIOTCH
«yHUBEPCATbHBIMU peIMIUeHTaMW». WX 3pUTpOLMTapHyi0 Maccy MOXHO Iepe-
JIMBATh JIIOASIM TOJIBKO ¢ TOi e camoii IV rpyrmoil KpoBu. YCTaHOBIEHO, YTO
IPUTPOLIUTAPHBIE AHTUTEHBI MOTYT CYILECTBOBATh B Pa3IM4YHBIX BapuaHTax — Al,
A2, A3, ..., Bl, B2, B3 u T. 1. OTH BapMaHTbl BCTPEYAIOTCS JOCTATOYHO PEIKO U HE
BCEr/a BBISIBJISIOTCS, YTO MOXKET IPUBECTU K OIIMOOYHOMY OITPEIeICHUIO TPYIIIT
kpoBu. [ToaTOMy BO M30eXaHUE MMOCTTPAHCHY3MOHHBIX OCIOXHCHUN B HACTOSI-
1ee BpeMsl 10 KM3HEHHBIM MOKA3aHUSIM Pa3pellieHo MNepenBaHue JTOHOPCKOi
KPOBH TOJIBKO TOW K€ camOil TPYIIIIbI, YTO M Y PELIUITUCHTA.

Ipynnot kpoeu cucmemvi pesyc-gpakmopa (Rh). [ipyras cucrema rpynmnoBbiX
AHTUTEHOB, Ha3BaHHasi cucTeMoii pesyc-dakropa (Rh), Haxomutcs mox Gosee
CJIOKHBIM T€HETHUYECKUM KOHTposieM. OHa BKIIIOYAeT TPU Mapbl aHTUTEHOB (D,
C/e, E/e), xonupyeMble ABYMsI TECHO CLEMJIEHHBIMU BBICOKO NOMOJIOTMYHBIMM
renaMu — RHD v RHCE (1p36.11). OcHoBHast poib B Rh-cucreme npuxamie-
xut auturedy D, mponaykty reHa RHD. Ilpu ero Hanu4uu KpoBb SIBIISICTCS pe-
3yc-nonoxuTenbHoit. Auturerst C/c u E/e konupytorcesi reHoM RHCE v o6pasy-
IOTCSL B pe3y/ibTaTe albTePHATMBHOTO CIUIaiicuHTra. Pesyc-oTpuuarenbHblii de-
HOTUIT (hOPMUPYETCS MPU OTCYTCTBUU aHTUTeHa D, 00yCIOBIEHHOM Jeelnei
resa RHD. Ot 0,2% no 1% moneit uMeroT 0COOBIH, «Cc/1a0dblii» BApUaHT aHTUIe-
Ha D, o6o3znavaemblit Du. TIpudnHOM MOSIBIECHUS 3TOr0 (HEHOTUIIA SBJISIOTCS
myrauuu B ree RHD. Hocutenu Du-deHoTHra Takxe sBISIOTCS pe3yc-oTpu-
LATEIBHBIMU, UM MOXHO IEPEMBATH TOJIBKO PE3yC-OTPULIATEIbHYIO KPOBb.
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3HaHue rpynmnoBoii MpuHamwieXHocTH Mo Rh-cucreMe mMeeT onpezesnsiolee
SHaYEHWE Ul MPEJOTBPALLECHUS pe3yc-KOHMIMKTAa MEXIy MaTepblo W IJIOLO0M,
KOTOpbIii MOXET BOSHUKHYTH BO BpeMsi GepeMeHHOCTH. oISl JIUIL ¢ pe3yc-Too-
KUTEJILHOW NMpUHamIexXHoCThio — Rh(+) — cocrasisier 85%, ocranbubie 15%
SABISIIOTCA «pesyc-oTpuuateabHbiMu» — Rh(—). Ecnm y pesyc-orpumareabHoit
KEHILWHDBI MY>X MMEET Pe3yC-TMOJIOKUTENbHYIO TIPUHAUIEXHOCTb, TO C BBICOKOM
BEPOSITHOCTBIO PEOEHOK OKAXKETCST PEe3yC-TIOMOXUTENbHBIA, M TOTIA MOXET BO3-
HUKHYTH PE3yC-KOHMIUKT MEX/1y IUI0A0M U Matepbio. B 15% mono6HbIX ciyyaes
nocne 7-i Hemenu OepeMEHHOCTH, KOTJa B KPOBU IUIOJA ITOSIBIISIIOTCS 3pEJibie
SPUTPOLIMTHI, B KpoBU MaTepu ¢ Rh(—) HaumHaioT BeIpabGaThiBaThCs crieruduye-
CKHe IPOTUBOPE3YyCHBIC aHTUTENA. Yepes MialeHTy OHM ITONaiaioT B KPOBb IJI04a
H B OTIEJBHBIX C/IyyasiX MOTYT TaM HaKaIlJIMBaThCs, BBI3bIBAsl arrIIOTHHALIAIO
SPUTPOILIMTOB U UX paspylueHue. Kak rnpasuio, nepsas 6epeMeHHOCTh 3aKaHY M-
BaeTcsi 0JarornoyyyHo, MEPTBOPOXIEHUS M BBIKWIBIIIN BCTPEYAIOTCS PEIKO.
OcobeHHO BeMKa BEePOSITHOCTh BO3HUKHOBEHMUS pe3yc-KOHMIMKTA TIpU TOBTOP-
HBIX OepeMeHHOCTSX. Bo Bpemsi poioB WiM NpU MeIUIUHCKOM abopTe KpPOBb
IUIO/Ia MOXKET I10MaaaTh B KPOBOTOK MaTepu, U pe3yc-OTpHUliaTesIbHas MaTh OyIeT
CEHCUOMIM3UPOBAHA K Pe3yc-TIONOXUTEIbHbIM aHTHreHaM pedenka. [1pu nocie-
AVIONIX 6epeMEHHOCTSIX Pe3yC-HECOBMECTUMBIM ILIOIOM TUTP aHTH-Rh-aHTHTesN
B KPOBHU JKEHIIMHbBI Pe3Ko Bo3pacrtaeT. CIIeACTBUEM 3TOTO IIPOLECCA SIBIISIETCS
PaspyleHNe KPACHBIX KPOBSHBIX TeJell TUiofa U (YOPMUPOBAHUE Y HETO XKEJITYXU
HOBOPOXKJ/ICHHOTO, CONPOBOXIAIOLIEHCS aHEMUEH, OTEKaMU, HapYIIEHUSIMUA CITY-
Xa M peuu, ABUTaTe/IbHbIMU paccTpoiicTtBaMu. [1pu Takoii XxenTyxe MMeeTcs pUuck
hopMupoBaHusl OUIUPYOMHOBOM 3HIIEDATONaTHM, HAMOOJIEE TSKEIBIM UCXOIOM
KOTOPO# ABJISAETCS NeTCKUI LiepeOpasibHbII Mapaynuy ¢ SNWIENTHYECKUM CUHIPO-
MOM U 3HAYUTEJIbHBIM OTCTAaBaHUEM IICUXMYECKOTO pa3BUTHs pedenka. CrerneHb
HOPaXECHNS LIEHTPAIbHOM HEPBHOW CMCTEMBI 1 IPYTUX OPTAHOB 3aBUCHT OT YPOB-
HSl HEMPSIMOTO OMIMpyOMHA, MOCTYNAIOLIETO B KPOBb U3 Pa3pyLIEHHbIX 3PHTPO-
MTOB M [UTMTEJIBbHOCTU runepOunupyounemun. Haubosee a(hheKTUBHBIM Cpeji-
;gTBOM JIEYEHUS TEMOJIMTUYECKOM 00JI€3HU HOBOPOXKIAEHHBIX SBIISIETCS OOMEHHOE
Tepe/IMBaHUE KPOBY B IIEPBBIE CYTKM XKW3HU, & MHOTOA M BHYTPUYTPOOHO, CIIO-
COOCTBYIOIIEE YIAIEHUIO TPOIYKTOB T€MOJIM3a M PE3YCHBIX aHTHUTEN MaTepy M3
KpPOBU peOeHKA.

Jis mpodmnakTuku pesyc-KOHMIMKTA U TEMOJIMTUYECKOI 6OMe3HN Yy Tuioga
KEHIIWHE C OTPULATEIBHON pe3yc-MpUHAIIEXHOCTHIO TP JIIOOOM BHYTpUMa-
TOYHOM BMEIUATEJILCTBE BO BpPEMsl TIEPBOM OEPEMEHHOCTH ITOKA3aHO BBEICHUE
aHTi-D-UMMYHOIIOOYIMHA. DTOT TpPEenapaT CHIDKAET pe3yc-CeHCHOWIN3ALMIO
BepeMEeHHOIA, T. €. ee YyBCTBUTENLHOCTD K pe3yc-(akTopy 1 (GOPMUPOBAHUIO pe-
3YCHBIX aHTUTE]. BBenenue aHTu-D-MMMyHOIIOOY/IMHA TPU MTOBTOPHBIX Gepe-
MEHHOCTAX He I0Ka3aHo, TakK KaK XEeHILIMHA yXe CEHCUOUTM3UPOBaHa, T. €. 9yB-
CTBUTEIbHA K pe3yc-(aKTopy M MMEEeT pe3yCHbIe aHTUTEa.
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16.2. TEMOIrMOBUHOMATUH

T'emoenobunonamuy — 3TO TeTEPOreHHasl TPyIia HACIeICTBEHHBIX 3a00J€BaHMUiA,
00YCIIOBJIEHHBIX MYTALIMSIMU B IJIOOMHOBBIX TeHax. B opraHuaMe yesoBeka remMo-
[JI00MH HaXOMUTCS B pa3IMYHBIX M30(opMax, Kaxaasi U3 KOTOPbIX COCTOUT U3 Y€~
TBHIPEX MMOJUTIENTUAHBIX erneir. [Tpu atom 98% remornobrHa B3pocioro yejioBeka
npencrasieHo uzodopmoit HbA, win reMmorino6uHoM A, B cOCTaB KOTOPOIO BXO-
18T e o~ 1 aBe B-uenu. Ero ¢opmyna 3anuceiBaercs Kak HbA (o2; f2). Or 2 no
2,5% npuxonutcs Ha poio remoryioonHa HbAj,, B koropoM B-Lienb 3aMeHeHa Ha
S-uenb — HbA, (ay; §7). B mepBoii 1moioBuHEe OEPEMEHHOCTH Y ILI0JA MPUCYTCT-
BYIOT HEOObIUHBIE (hOPMBI SMOPUOHAIBHOTO remoriaobuHa, B yactHoctu HbCo-
wer2 (o; €), KOTOPBI B IIOCTHATAJIBHOM TMepUo/ie He oOHapyxuBaercs. Bo BTo-
pOJi TOJIOBMHE BHYTPUYTPOOHOTO pa3BUTHS MPeobIalaroliuM y IUI0Aa SBJIAETCS
deranbhbiii remorioouH HbF (ay; v2), B KOTOPOM B-Lienb 3aMeHeHa Ha y-1ielb. B
TEYEHUE TEPBOTO IO KU3HU pebeHKa MPOUCXOAUT 3aMeHa (heTaJbHOTO reMo-
rJI00MHA Ha TeEMOTVIOOMH A, M Y B3POCJIbIX (DeTabHbII TeMOTJIOOMH COCTABIISIET HE
6osee 0,1—2%.

TeHbl pasauYHbIX HEMEd TeMOrIOOMHA KJIACTEPUPOBAHbl B IBYX Pa3/IMYHBIX
LIATOTEHETUYECKUX 00JIACTSX U SIBJISTIOTCSI KJIACCUYECKUM TPUMEPOM T'€HHBIX CE-
MEWCTB, colepXKallikX TICeBIOreHbl. Alb(ha-11eTb KOOUPYETCs AByMsI AyTUIALIMPO-
BaHHbIMU reHamu HBAI w HBA2, pacnionoxeHHbIMU B obnactu 16pter-pl3.3
(puc. 16.2, a).

ITpoayKThl 3TUX F€HOB UAECHTUYHBI IPYT APYTY, HO XapakTep UX SKCIIPECCUr
paszimuueH. I'en HBA2 sKcripeccupyeTcsl 3HaUYUTeNIbHO MHTEHCUBHee reHa HBAL
B HemocpencrBeHHOM Onm3ocTH oT reHa HBA2 pacrniofioxeHbl 2 ICeBAOreHa
HBAPI v HBZP, a Takxe HOpMajbHbIi reH HBZ st &-uenu. OcTajbHbIE LETU
remorioouna (B, 8, y U &) KOTUPYIOTCS COOTBETCTBeHHO reHamu HBB, HBD,
HBGI1, HBG2 (2 rena mns y-uenu) u HBEI, pacniofoXeHHBIMA B 00JAaCTH
11p15.5. ITopsiiok JIoKaIM3alMi TeHOB HAa XPOMOCOME COOTBETCTBYET I1OCJIEN0BA-
TEJIBHOCTH MX 9KCIIPECCUM B OHTOTEHE3E, UTO SICHO YKA3bIBaeT Ha CYIIECTBOBAHUE
eIMHOM PEryJIsITOPHONM CUCTEMBI JUISI BCETro 3TOro Kiacrepa reHos. [Ipu cHuxe-
HUHM 9KCIIPECCHH OTHOTO M3 TEHOB KJIACTePa, KOMIEHCATOPHO ITOBLILIAETCS SKCIT-
peccus APYrux TeHOB, U 00Pa3yloTCsi TeMOTJIOOUHBI, HE CBOMCTBEHHbBIE COOTBET-
CTBYIOILLIEMY TIEPUOIY Pa3BUTHS.

B Hacrosiee BpeMsi OIMMCAHO OOJIBIIOE KOJTUYECTBO MYTALIM B pa3IMUHbIX Te-
HAaX T€EMOIJIOOMHOB, KOTOPbIE MPUBOIST K PAa3BUTHIO F€eMOITIOOMHOIATUAI — TeTe-
POTreHHOM TIPYIIIbl HACAEICTBEHHBIX OOJIE3HEH KPOBU, CPEAM KOTOPBIX BEIYILEE
TMOJIOKEHUE 3aHUMAIOT oL~ U B-manaccemui, a TAKXKE CepnosuOHOKACMOUHAS. AHEMUS.

o~ Tanaccemuu — 310 KJIMHUYECKH MTOTMMOP(HAst U TEHETUYECKU TeTepOreH-
Hasl TPYIIIa ayTOCOMHO-PELIECCUBHBIX 3a00JI€BaHUI1, O0YCIOBIEHHBIX MyTaLlUSIMU
B IBYX 0-TJIOGMHOBBIX TeHaX. B TUITMYHBIX cIydasix 60Je3Hb XapaKTepU3yeTcs -
IMOXPOMHOM MHUKPOLUTAPHOW aHeMueil. ['eMoin3 3puUTpOIIMTOB BOZHUKAET B pe-
3yJIbTATe WX TMEPErPY3KH KeJIE30M, HapyLIAIOIUM SPUTPOII033 U OKa3bIBAIOIIUM
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Puc. 16.2. Cuctema rinobuMHOBbIX FreHOB:

a — OL-rNMOBMHOBBIE reHb!:
1 — cTpykTypa reHa HBAT (umdpbl nof pUcyHKoM — paamepbl 9k30HOB E-I, E-1l u E-II);
. 2 — noaceMencTBo o-rMoBUHOBLIX rEHOB, CrneBa Hanpago: reH HBZ, kogupytowuin E-Lerb,
] ncesgorexbl WHBZ n wHBAT, kopupytowve WE- n you-uenu, redsl HBA2 u HBAT,
KOAWPYIOLLME OLi- U OLp-LIENW COOTBETCTBEHHO;

6 — (-rnobuHOBbIE reHbI:
1 — cTpykTypa reHa HBB (uncpbl nog pucyHKoMm — pasmepbl 9k30HoB E-I, E-Il n E-III);
5B 2 — noacemeiicTBO B-rnobUMHOBBLIX reHOB; crieBa Hanpaso: redsl HBE1, HBG2, HBGT,
Koaupyoume E- 1 y-Lenm cooTBeTCTBEHHO, ncesgoreH WwHBB ans B-uenu,
reHbl HBD v HBB, kogupytowue 8- 1 B-Lueny cooTBeTCTBEHHO

BEHHBIX T1PENapaToB, HAPUMeEp, U3 IpynIbl cyiabdanmwiamunos. Y 80% 6omib-
IX pa3BuBaeTcsi renarocruieHoMeranust Uy 30% — ckeeTHble nedopMaLyu.
-TaacceMun BCTPEYAIOTCSl BO MHOTHMX YacCTSIX MUPa, HO OCOOEHHO pacrpocTpa-
ieHbl B FOXHOI A3nu 1 Ha PuinnnuHaXx.

'l OCHOBHOIi TUIT MyTalHii B o.-II06MHOBBIX reHax (HBAI v HBA2) — 310 mipo-
TSDKEHHBIE JeIeLMK, KOTOPble MOTYT 3aXBaThiBaTh OJMH WM 00a reHa, a Takxke
HAXOINUTHLCSI B TOMO3UTOTHOM WJIM KOMITAyH/I-T€TEPO3UTOTHOM COCTOSIHUSX. B pe-
3YJIbTaTe B MOMYJISILUSIX MOXET HAGII0IATHCS TTOJUMOPMOU3M 10 BaAPbUPYIOLIEMY
4 1o 0 yucny Konuii a-rIOOMHOBBIX TeHOB. I1py 9TOM B pasHBIX TOIMYJISLUSX
iaeHbl criennduyeckie MaxkopHble nesetinu. Cpeay HUX CaMbIMM 4aCTHIMU B
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