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OBLWME TEPMUHDI

3’-HETPAHCJ/IUPYEMAA4 OBJIACTb
(3°-UTR, 3’-untranslated region) -
yuactok 3penoii MPHK, He conepxa-
A KOMUPYIOIIMX OEJIOK KOJIOHOB,
pacroyiaraloluiics B KOHLE MOJEKYIIBL.
Ora obnacTh 3a/1eiiCTBOBaHA B PETYIISIIMN
CTaOMIILHOCTH, JIOKAJIM3aLUH U TPAHCIIS-
nuu MPHK.

5’-HETPAHCJ/IUPYEMA4 OBJIACTb
(5’-UTR, 5’-untranslated region) -
yuactok 3penoii MPHK, ne conepxa-
A KOMUPYIOIIMX OEJIOK KOJIOHOB,
pacrionaralomuiicst B Hayaje MOJICKYJIbI.
VYuacTByeT B TIPHUBICYEHHH pPHOOCOM
k MPHK u xonrtpone sddekruBHocTn
TPAHCIISIIMY, a TAKXKE 3alUIIACT 3PEITyIo
MPHK or nelicTBus Hykieas.

A

ABTOCIMJIAUCUHI —  CrlocOOHOCTb
HHTpOHAa K camoBbIpe3anuto u3 PHK
IyTeM KaTaJUTHYCCKOH pEaKLUH, 3aBH-
cslled TOIBKO OT MOCIEI0BATENLHOCTU
JTAHHOTO MHTPOHA.

AJJIAHTOMUC — Tpoduueckas 000104k
3apoJiblllla, ITPOU3BOIAHOE JKEITOYHOTO
MeIlKa.

AJVIENN — B (QOpMalbHOM TEHETHKE
SIBISIIOTCSL  BapMaHTAaMM TeHa, OTBeva-
IONIMMH 32 pa3sBUTHE AJIBTEPHATUBHBIX
MIPU3HAKOB; B MOJICKYJISIPHON T'€HETHKE —
9TO Pa3IMYHBIC CTPYKTYPHBIC BapHaHTHI
OJIHOTO U TOTO K€ IeHa, PACIOI0KEHHbIE
B OJIMHAKOBBIX y4aCTKaX rOMOJIOTHYHBIX
XpOMOCOM.

ANNENbHASA FETEPOFEHHOCTDb
(BHYTpHIIOKyCHAast TeTepPOreHHOCTb,
NONUAIUIEIN3M) — pa3Hoe (EHOTUIH-

YCCKOC IPOSABICHUEC BAPUAHTOB OJHOIO
I'CHA, HpI/I‘lHHOﬁ KOTOPOI'o  ABJIACTCA
MHOKECTBEHHBIN aJlIeIN3M (I/IJ'II/I cepus
MHOKCCTBCHHBIX annenei/i).

ANNENbHAA CEPU4A - pas3HbIe
BapHaHTbl HYKJIEOTUIHOW TOCIEA0Ba-
TEJIBHOCTH OJHOTO TE€Ha, IPUBOIALINE
K PpAa3BUTHIO JAaHHOTO MOHOTE€HHOTIO
3a00JIeBaHMUS.

AJNNENbHOE UCKTIOMEHUE -
mpolecc, MpU KOTOPOM B JUIIOUAHOM
KJIETKE OKCIPECCUPYETCsl JIUIIb OJUH
aJJIeNb TeHa, B TO BPeMs KaK dKCIPECCHst
BTOPOTO ajieNs NOAaBICHa.

ANMbTEPHATUBHAA NHUUUNALUA
TPAHCKPUILUWW — BapuaHT PEryisiiiui
9KCIIPECCUH TE€HOB, TPU KOTOPOM TpPaHC-
KPUIIINS HHUITUHPYETCS C Pa3HBIX y4acT-
KOB TreHa. Takas peryisnus OIucaHa
y reHa wmwuomucrtpopuna (DMD).
IIpu TOM HU3BECTHO HaJU4ne
OOJNIBIIIOTO  KOJIMYECTBA ~ AJBTCPHATHUB-
HBIX  MPOMOTOPOB,  PACIIOJIOKCHHBIX
nepes KOOUPYIOUIeH YacThio, a TaKKe
B WHTpPOHAX. AnbrepHaTHBHAS
WHUIAAIUS  TPAHCKPHIIIUU  [TPHBOIUT
k nosienenuto MPHK pa3noit anunsl.

ANbTEPHATUBHDBIE TMPU3HAKU —
B3aUMOHMCKIIIOYAOIIHUC MMPpU3HAKHU,
KOAUPYEMbIC aJIJICJIAMU OAHOI'O I'CHaA.
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AMHUOH - 000JI04Ka mIoza,
coJiepaKaIiasi OKOJIOTLIOAHBIC BOJIBL.

AMHUOLIEHTE3 - npoueaypa
WHBAa3MBHOW  IpEHATalIbHOW  JIMarHo-
CTHKH, KOTOpas mpoBoguTrcs ¢ 16

Henenu  OepeMEHHOCTH, 3aKJII0YaeTcs
B 3200pe OKOJIOTIIIOHBIX BOJ U SIBIISICTCS
MeToJI0M BbIOOpa tuarnoctrku Bo 11 u 11
TpuMecTpax OepeMEHHOCTH.

AMMJIUOUKALINA - (depmeHT
OIIOCPEIOBAaHHOE  yBEJIMYCHUE 4YHCIIa
xonuit JIHK. SBnsercs sramom JIHK-
nmuarnoctuku (TP, cekBeHnpoBanmue).

AHTUOHKOFEHbI  (TEHBI-CYIIPECCOPEI
OITyXOJICBOTO POCTA) — T'€HBI, MPOXYKTHI
KOTOPBIX 3aMEIUISIFOT KJICTOYHBIA ITHKIL.
K HHM OTHOCATCS TEHBI-XPaHUTEIU
kinetouHoro nwkia (7P53, RBI w np.)
W rensl crabmnpHOCTH reHOMa (BRCA1/2,
MSH, MLH wn np.).

AHTUCMBDIC/IOBAS LEEMb (Marpuu-
Has wenb) — mens JIHK, ¢ koropoit
MIPOUCXOIUT TPAHCKPUIIIIUS.

AHEYNJIOUAUA (TeTeporuionausi) —
H3MCHEHHE YMCIIa XPOMOCOM, HE KpaTHOE
rarIouIHOMY Ha0opy.

ANONTO3 — 3anporpaMMUpOBaHHas
ru0esb KIEeTKH.

ACCOPTATUBHOCTb BPAKA -
HeCITy4alHbII BBIOOD napTHepa,

CBSI3aHHBIN C HAIMYHEM Y MYXKa M JKCHBI
CXOIHBIX (hCHOTHIMYCCKUX TMPU3HAKOB
WM 3a00JIEBaHUI.

ACCOLUMALMA — coucTaHUC B IIOIYJIs-
LIUM TEHOTHIIA WIIH aJUIeNsi C KaKUM-TTHO0

(CHOTHUIMMYCCKUM  MPU3HAKOM  dYallle,
yeM MOXHO Obuio OBl OXKHIATH
MIPH CITy9aifHOM BO3SHUKHOBCHUU.

ATPUBYTUBHbDIN PUCK — PHUCK,

OlpeAeNAIomni  U30bITOUHYI0 3a00I1e-
Bae€MOCTb MOJ{ BO3JEHCTBUEM JAOMOIHU-
TEJBHBIX (DAKTOPOB, BO3/ICHCTBYIOIINX
HAa MOMYJIALUIO.

AYTEPUAUHI - CKpelLIBaHKe
HEPOACTBEHHBIX OPraHU3MOB.

AYTOrFEHHbIA KOHTPOJIb — uHIHOU-
pymolliee WIN aKTUBUpYIOIIee AelCTBHE
MPOJAyKTa TeHa Ha €ro COOCTBEHHYIO
9KCIIPECCHIO.

AYTOCOMbI — HEIIOJOBBIE XPOMOCOMBI
¢ 1 mo 22 mapy.

ALMITKAPHUTUHDI — ClIOXKHBIE 3QHUpHI
KapHUTUHOB U JKUPHBIX KUCJIOT.

BAHK FEHOB — Ha0Op TCHOB TaHHOTO
OpraHu3Mma, IIOlyYCHHBII Ha OCHOBC
pexomounanTHeix JIHK, mpencrasmiser
co00il  KynbTypy  MHKPOOPraHH3MOB,
B KaXIyK KICTKY KOTOPBIX BBCICH
BEKTOp, HECYIINH OIUH W3 (parMeHToB
9TOro Habopa reHoB.

BAMECOBCKUM AHANU3 -
MaTCMaTI/I‘leCKI/Iﬁ METOI, HCHOHB3yeMLIﬁ
B TCHCTUYCCKOM KOHCYJ‘IBTI/IpOBaHI/II/I

1A BBIYMCIICHHUA BO3BPATHOT'O PpPHCKA.
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Meton ~ oOwbemuHSICT — WHGOPMALUIO
U3 HECKOIBKAX HCTOYHHKOB (TCHCTHKA,
POIOCIOBHAs, pe3yJibTaThl 00CIIeI0Ba-
HUS) Ui ONPENCIICHUS BEPOSTHOCTHU
TOTO, YTO KOHKPETHBIN YEIOBEK MOXKET
3a00JIeTh WM TIepeiaTh TO WM HHOE
3aboJsieBaHue.

BUBJ/IMUOTEKA TFEHOB — KOJUICKLIHA
MPOU3BOJIFHO  KJIOHUPOBAHHBIX  (par-
MeHTOB renHomHoil JIHK opranusma
WIH CICIUAIbHBIA HA00p (parMeHTOB
JHK, npeacraBnsomux, Hamnpumep,
royutekuto uPHK, sxcnipeccupytomryrocs
B KJIETKE B ONPEAEICHHOE BpEMSI.

BUHOMUHAJIbHOE PA3JIOXXEHUE -
IIPY HAJIMYMHK JIBYX aJIETEPHATUB, OJTHOM,
C BEPOSITHOCTBIO P, U JPYTOH, C BEPOST-
HOCTBIO | — p = , 9aCTOTBHI BO3MOKHBIX
KOMOWHALMH p ¥ B CEPUU U3 N UCIIBITA-
HUH OynyT paBHbI (p + q)n.

Bumoumn -  wmuoxecrso  JIHK-
W JIpYruX 30HIOB, HaHECEHHBIX
B MHKPOKOJIMYECTBE Ha  TBepAbIH
HOCHTEIIb.

BUOUHOOPMATUYECKUA AHANU3
— MpPUMEHEHHE KOMIIBIOTEPHBIX allro-
PUTMOB ISl paclin(pOBKH MEPBUYHBIX
(CBIPBIX) TAHHBIX CEKBEHUPOBAHMUSL.

BJIACTOMEP — KJICTKH, ITOJTy4YarOIHeCs
B pe3yJbTaTe JpOOICHUS 3UTOTHI.

BJIACTOLUMCTA — paHHAS SMOpHO-
HaJbHAs CTaaus pPa3BUTHSA 3apOjbIIia
B NPCUMIUIAHTAIMOHHOM  TEPHOJIC
(5 - 6 menw paszeurus). Ha stoii cramuu

MPOUCXOAUT MepBasi AU epeHIPOBKa
KJICTOK Ha BHYTPHKJICTOYHYHO Maccy
u Tpodobract.

BJIACTYJIA — OIHOCJIOWHBIH 3apO/IBILL.

BOJIEBHU HAKOMJIEHUA — reHeTuve-
CKU JICTCPMHHHUPOBAHHEBIC 3a00JICBaHUS,
OOyCIJIOBIICHHBIC HApyHNICHHEM OOMEHa
pa3M4yHbIX BELIECTB U HAKOIIJIEHHUEM HX
B TKaHsIX U OpraHax.

BAPUAHT HEU3BECTHOIO
KJIMHUYECKOIro 3HAYEHMS / BapraHT
HESICHOW  KJIIMHMYECKOH  3HAauUMOCTH
(Variant of Unknown Significance,
VUS) — BapuaHT  HYyKJIECOTUIHOHN
TI0CJIE0BATEILHOCTH, BIIASTHHE
KOTOpOro  Ha  (DEHOTHH  YeJIoBEeKa

Heu3BeCcTHO. V3MeHeHue B TEHC, KOTOPOC
HE MOXKET ObITh HUHTCPIIPETUPOBAHO
B pe3ynbTare MOJICKYJIAPHO-
TCHCTUYCCKOI'O UCCJICAOBAHMA.

BAPUALNA YUCNA KOnMun
(Copy number variation, CNV) -—
pasnuuus B T€HOME y pa3HbIXx 0co0ei
OJIHOTO BHUJIA, CBS3aHHbBIC C U3MCHEHHEM
YKCTa KOMUN OTJCIBHBIX MPOTSKEHHBIX
(parMeHToB reHOMa.

BEKTOP —  caMOpeIUIMIHPYIOMascs
monekyra JIHK (mampumep, Oakre-
puanbHas IUIa3MHUIA), HCHOJIb3yeMast

BITCHETHYECKOI HWHXCHCPHUU ATIATICPEHOCA
TCHOB OT OpraHn3Ma-aA0HOpa B OpraHu3m-
peIMNMCHTA, a TaAKKE I KIIOHUPOBAHUS
HYKJICOTUIHBIX HOCHCHOBaTeHBHOCTeﬁ.
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B oykapuornueckoil - KIETKE MOTYT
PEIUIMLIMPOBATHCS TIIA3MU/IbI, TIOMEIICH-
HbI€ 101 9YKApUOTUYECKUN TPOMOTOP.

BHEAQEPHbIE FEHbl — reHETUYECKUI
Marepual, HaxosIuiics 3a mpenaenamu
sapa (B MUTOXOHZIPHSIX M XJIOPOIIACcTax).

BHYTPUTEHHAA PEKOMBMHALIUA —
00MEH HYKJICOTHIHBIMHU MOCIIEA0BATEIb-
HOCTSIMU B IIpefiesIaX OfAHOro reHa. Takoi
pPeOKW BHJ PEKOMOWMHALMM  MOXKET
MIPOMCXO/INTh B PE3yJbTare IBYX COOBI-
TUH — BHYTPUICHHOTO KPOCCHHIOBEPA
WM TEHHOW KOHBEPCUH.

BOJIb®OBbl MPOTOKMU  (Me30HED-
palbHbIE IPOTOKH) — AMOpPHOHAJIBHEIE
MPOTOKH, U3 KOTOPBIX Pa3BHUBAIOTCA BHY-
TPECHHUC MYIKCKHUEC TIIOJIOBBIC OpraHbl.
K BHyTpeHHMM MyXCKUM IOJIOBBIM
OpraHaM, pa3BUBAOIIUMCA U3 BOJIb-
(bOBLIX IMPOTOKOB, OTHOCATCA MpUAa-
TOK sHM4YKa, CeMSIBBIHOCSIHII/Iﬁ MPOTOK,
CCMCHHBIC ITY3bIPbKH.

BCMOMOTATEJIbHbIE PEMPOAYK-
TUBHbBIE TEXHOJZIOFMU — KOMILJIEKC
MEIULMHCKUX TEXHOJIOTHMH U Jieued-
HO-TUArHOCTUYECKUX MEPOIPUSITHI
U IIPpOLIEAYDP, HalIPaBJICHHBIX HA JOCTHXKE-
HUE OCPEMCHHOCTH Tap ¢ OCCILIOANEM.

FAMETDbI — 110JIOBBIC KJICTKH.

FAMETOrEHE3 — niporecc o0pa3oBaHus
1 CO3PEBAHUS MOJIOBBIX KIIETOK.

FAMMIOrPYMMA — rpymnmna poJCTBEHHBIX
TEHETHYECKUX  BapHaHTOB  (TaruloTH-
I0B), MOJYYEHHBIX OT OOILIEro MpesKa.
Paznnuns MeX Iy ramiorpyniamMyu BO3HH-
KaloT B pe3ynbrare MyTtanuid. [Ipumeps
rarorpyni — Y-XpoMocoMa U MUTOXOH-
npuansHas JTHK.

FAMJIOUAHbIA — oauHApHBIH HAbOp
XPOMOCOM.

FANJIOHEQOCTATOYHOCTDb -
CHIDKCHHE J103bl HOPMAJILHOTO aJLICIsA
reHa.

FAMJIOTUM — COBOKYIIHOCTb aJjeneil,
PACIOJIOKEHHBIX ~ PSiAIOM B OJHOMU
XpoMocoMe,  OOBIYHO  HacleqyeMbIX
BMecTe. KOHKpeTHBII ramioTun oO0bIYHO
OTpaXkaeT YHHMKaJbHYI0O KOMOWHALHUIO
QJUIETIBHBIX BapUAHTOB, PACIIOIIOKEHHBIX
pAAOM Jpyr C JIpyroM B XpOMOCOME
U HE Pa3JeNsgeMbIX KPOCCHHIOBEPOM.

FACTPYJIA — IBYCJIOMHBIN 3apOABIIIL

FEMU3UIOTA — IHUILIOMIHBII OpraHu3M,
HMEIOLUHN TOJIBKO OJWH ajlielib OIpeJe-
JICHHOT'O I'€Ha BMECTO JIBYX.

FEH - yuwactox Monekynsl JHK,
HEeCyllui WHpOpPMALUIO O CTPYKType
¢ynxmonansueix PHK nim Genka.

FEH-MOAU®DUKATOP (modifying gene,
modifier) — reH, He umeromMH CcOO-
CTBCHHOI'O BbBIpAXKCHHUSA B (I)eHOTI/IHe,
HO OKaBLIBaIOHII/Iﬁ ycuiuBaromee uin
OCJ'Ia6J'I$IIOIIIe€ BJIMAHUEC Ha SKCIPECCUIO
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APYTUX TCHOB. BI)I,HGJ'ISIIOT I'CHbI-yCUJIN-
TEJIN U T€HBI-0CIA0UTEIIH.

FEH-OCNABUTENDb (diluting gene) —
TCH, OCHAOJISAIONMIA JCUCTBUE IPYroro
I'€Ha U UHBbIM 06pa30M (1)€HOTI/IHI/I'IGCKI/I
HE HpOSIBJ'IﬂIOHII/IfICH.

FEH MPEAPACMNOJTIOXXEHHOCTU
(TeH-KaHM/IaT, KaHIUIATHBIN TeH) — TeH,
(YHKIIMOHATBHO U3MEHEHHBIN OETKOBBIN
MPOJYKT KOTOPOTo (BCICACTBUE HATUYUS
OMPEJIETICHHOTO AJIEJIbHOTO BapUAHTA),
MOXET OBbITh OJJHUM U3 (DAKTOPOB pa3BU-
THUSI TOJIUTEHHOTO WK MHOTO(AKTOPHOTO
3a00J1C¢BaHuUs.

FEH-PEFrYNATOP — TI¢H, IIPOOYKT
KOTOPOTo (OOBIYHO OEITOK) KOHTPOIUPYET
IKCIIPECCUIO JPYTUX TEHOB (OOBIYHO
Ha YPOBHE TPAHCKPHIIIIUH).

FEH-YCUNMUTENb  (TeH-uHTeHCH(HKaA-
TOp, exaggeration gene, intensifier) — rem,
YCHJIMBAIOIIUH SKCIIPECCHIO HeaslIelb-
HOTO €My I'eHa M HE MMEIOIIUI Ipyroro
BBIPa)KCHUSI B ()EHOTHIIE.

FEHETUMECKUIM IPY3 — HaKOIJICHHE
B TONYJSIUH JICTAIBHBIX U CyOie-
TaJbHBIX  OTPULATENBHBIX ~ MYTALMM.
B MemunmHCKOII TIeHETHKE IIOHITHEM
«TCHETUYCCKHIA Tpy3»  OOBCIUHSICTCS
BCsI MIATOJIOTHS], OOYCIIOBJICHHAS HACIIC/I-
CTBCHHBIMH (haKTOPaMHU.

FEHETUMECKUM KopA, — uHbopMmais
0 CTpYKType Oelka, 3alrcaHHas B BHIC
MoCJIE€A0BATCIIbHOCTU HYKIICOTUAOB.

FEHETUMECKUMA MACMOPT —
COBOKYITHOCTh CBCICHHUI 00 WHIWUBUJY-
ANBHBIX TCHETUYCCKHUX XapaKTCPUCTUKAX
YeJIOBEKa.

FEHHAS TEPAMUS (rcHoTepanus) —
METOA JICUCHUA 3a00JIEBaHUIT myTeM
BHECEHUS HM3MCHEHWH B TE€HCTHYCCKHI
Marepual rnangueHTa.

FEHHAY UHXXEHEPUSA — COBOKYIIHOCTb
METOAOB, HAIPAaBJICHHBIX HAa MAaHUITYJIS-
U1 C TCHETUYCCKUM MaTepruaioM.

FEHETUYECKU MOANDULINPO-
BAHHbIE OPrAHU3Mbl — oOpraHu3Mbl
C TCHOTHUIIOM, H3MEHEHHBIM METOAaMHU
TEHHOW WH)KEHEPUH.

FEHETUKA —
3aKOHOMEPHOCTU
U U3BMCHYUBOCTH.

HaykKa, n3ydaromias
HaCJICACTBCHHOCTH

FEHETUKA OBPATHAS — COBOKYITHOCTb
METOI0OB ~ TE€HETUYECKOM  HH)XKEHEpUU
C LIEJbI0 aHAIN3a BIUSHUS M3MEHEHMS
HYKJICOTUAHOU MOCJIEI0BATEIEHOCTU
Ha (peHOTHIT OpraHu3Ma.

FEHETUKA NPAMAS — IIOUCK I'€HETUYEe-
CKHUX NMPUYHH (PEHOTHITMUECKHX MTPOSIBIIE-
HUM 3a005eBanys (PU3HAKA).

rEHETUMECKMA BAPUAHT  (Bapu-
AQHT TEeHA, BAPHAHT HYKJICOTHUIHON
MOCJE0BATEIbHOCTH) —  HU3MCHEHHE
HYKJICOTUHOU MOCJIEA0BATEILHOCTH
reHa OTHOCHTEIBHO €ro IoCjeq0Ba-
TEJIBHOCTH B YCpPEIHCHHOM (pedepeHc-
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HOM) TCHOME YCJIOBCKA, KOTOPOC MOXKET
HU3MCHATDH SKCIIPECCUIO JAHHOT'O I'CHA.

FEHETUMECKAA ACCOLIMALMA —
MOBBIIIEHUE YACTOThl TE€HETHYECKOrO
BapUaHTa/BapHAHTOB IIPU ONPEJICIICHHOM
(eHOTHIIE, TIPEIIONIATAIONIEE €r0 BIIHS-
HUE Ha Pa3BUTHE JIAHHOTO ()EHOTHIIA.

FEHETUYECKA4A FETEPOFEHHOCTDb
(JlokycHast / MEXIIOKyCHasl TeTepOreH-
HOCTh, MOJHJIOKYCHOCTh) — (PCHOMEH,
IIPU KOTOPOM CXOZHBIE (DCHOTHIIBI SIBIISI-
I0TCSI PE3YJIBTaTOM ITPOSIBICHUSI My TallUi
B Pa3HBIX I'€HaX, KOAMPYIOIINX CXOHbIC
10 CBOMM (YHKIIHSM OCIIKH.

FEHHASl KOHBEPCUS — 1I€peHOC I'eHe-
THUYECKOHM MH(OpPMaLUK OT OHOH TocIie-
JIOBATeILHOCTH (ZOHOpHAst) K JpYyrou
(akuenTopHas) Ha OCHOBE CXOJCTBa
MI0CJIE0BATEILHOCTEH.

FEHHASl CETb — COBOKYIHOCTH T'€HOB,
BapuaHTh! (MyTalMH U TOJIUMOP(HHU3MBI)
KOTOPBIX (OPMHUPYIOT pa3BUTHE OIpe-
JICICHHOTO (JEHOTHITMYECKOTO IMpU3HaKa
WIN TEHETHYECKYIO0 NPepaciioioKeH-
HOCTb K ITOJIMT€HHOMY W/MJIM MHOTO(aK-
TOpHOMY 3abosieBanuio. Kak mpasmio,
T'eHBI TeHHOH CeTH KOANPYIOT OeJKH, y4a-
CTBYIOIIIE B IATOr€HEe3¢ MOJNTEHHOTO
(MHOTO(AKTOPHOTO) 3a00ICBAHYSL.

FEHOM — 1. B knaccudeckoil FeHeTHKE —
COBOKYITHOCTb BCEX F'€HOB B FalNIOMJHOMN
HaOope, XapaKTepHBIX JUIS TPEICTaBH-
Tenel ofHOro Buna; 2. B monexynspHoi
6uonornu — coBokynHocTh Bcel JJHK
B TaIJIONIHOM HAabope JaHHOTO BUAA.

FrEHOMHAA MYTALMUA -
qurciia XpoOMOCOM.

HU3MCHCHHC

FEHOMHAA4 HECTABUJ/IbHOCTb —
MOBBILLIEHHAS YaCTOTa U3MEHEHUH CTPYK-
TYpBI TeHOMa (BO3HHUKHOBCHHS MYTAIIHIA)
BCIIEACTBUE  HApYyIICHHS  IPOLECCOB
penapauuu u perukanuu JHK.

FEHOTUN — COBOKYITHOCTb aJieae Bcex
TCHOB OpraHU3Ma.

FEHOTUNMUYECKAA WU3MEH4YUBOCTb
— THUI M3MEHYMBOCTHU, OOYCIIOBJICHHBIN
W3MEHEHHMSIMH ~ TeHOTHNa  (pe3ysbTar
MyTalMy, PEKOMOMHAIMK) W Mepearo-
LIUIICS TOTOMCTBY.

FTEHO®OHA — COBOKYIHOCTH BCEX
ajienen MOMYJISLAH, 3THAYECKOH
TpyNIbl, BUAA.

FEHbI OOMALLUHEIo XO39MUCTBA

(housekeeping genes, TeHBI O0OIIECKICTOY-
HBIX (DYHKIMH, KOHCTHTYTHBHBIC T'CHBI)
— TEHBI, TIPOIYKTHl KOTOPBIX y4YacTBYIOT
B TO/JICP)KAHUHM JKU3HEHHO BaXKHBIX
(GYHKIMHA OpraHu3Ma W IKCIIPECCUPY-
IOTCSI IPAKTUYECKHU BO BCEX TUIAX KIICTOK
(HampuMep, TeHbl THMCTOHOB, YOUKBUTH-
HOB, TyOynuHOB, pubocomanbHbIx PHK
U T.J.). YPOBEHb 3KCIPECCUU ITUX FEHOB
HE 3aBUCHT OT BHEIIHHUX yCIIOBHH.

FEHbI PAHHEIO PA3BUTUA —
TeHBI, OTBEUAIOIIME 32  IPOIECCH
pocta u anupQepeHIMPOBKA  KIETOK
n TKaHed sMOpuona. K HUM OTHOCAT:
1.  MarepuHckue  TreHbl,  OIpene-
JISFOIINE MOJIIPHOCTH 0O0TLIa3MBI
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U SMOPHOHAIBHYH HHIYKIHIO, YTO
HEOOXOMUMO JUIsI OIPEICIICHUS TI03H-
IUOHHOW WH(OPMAIIMK U TPOCTPaH-
CTBCHHOM  OpraHmM3aluu  SMOpHOHA;
2. 3WUroTUYECKHUE TEHBI CErMEHTAIUU,
o0ecreyrBaroIfe CerMeHTAIIMIO Tella Ha
OCHOBAHHH TMO3HUIIMOHHOW WH(POPMALINY;
3. 3HUroTHYeCcKHe I'OMEO3HCHBIC TI'CHEL,
KOTOpBIC 3allOMHUHAIOT IO3UIIMOHHYIO
WHPOPMALIUIO, CO3MAIOT U COXPAHSIOT
pa3IHYusl MEXKIYy OpraHaAMH U TKaHSIMH
(renst HOX, PAX, SOX).

FEHbl POCKOLWIM («luxury» genes,
TeHBbI crienn(pUIecKuX QyHKINI) — TeHBI,
MIPOJYKTBl KOTOPBIX AKCIPECCHPYIOTCS
B OTJICJIBHBIX KJICTKaX M 00EeCIIeunBaroT
BBINIOJTHEHHE HMH CBOCH CIElHalIu3U-
poBanHOW (yHKIMH. K HUM OTHOCATCS:
1. Iensr  muronudepeHInpOBKH,
paOoraronie  Ha ~ pasHBIX  9JTanax
pasBuTusl (Hampumep, TeHbI TIIOOH-
HOB, HMMYHODIIOOYJAMHOB ¥  T.JL.);
2. T'enbl a1anTUBHOTO OTBETA, DKCIIPECCH-
pyoIuecs B OTBET Ha N3MEHEHHE BHEII-
HUX YCJIOBHH (Hampumep, T'eHbl OEJKOB
TEIIOBOTO IIOKA, PEPMEHTOB IETOKCHKaA-
WU | T.JI.).

FEHbI CTABUJIbHOCTU FEHOMA
(caretakers) — Tpymila aHTHOHKOTEHOB,
KOHTPOJIUPYIOIINC TIPOBEJCHHUE CHTHAJIA
ot moBpexaeHHoi JIHK k kakum-mu6o
A PEKTOPHBIM OelTKaM, 3aITyCKaroIIuM
MexaHu3M pernapanun. K mpoaykram
9THX TEHOB OTHOCATCS (DaKTOPHI PEILIH-
kamun (MSH, MLH) wu penapanuu
(BRCA1/2, CHEK1/2, ATM, ATR) JHK.
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FEHbl TEMNJ/IOBOINo LWOKA - Ha60p
JIOKYCOB,  aKTHBHPYEMBIX B  OTBET
Ha TOBBIMICHUE TEMIIEPaTypsl (1 IPyrux
CTpeccoBBIX (hakTOpOB). [ €HBI TEIIOBOTO
1II0Ka €CTh Y BCEX OPIraHU3MOB, OOBIYHO K
HUM OTHOCSIT T€HBI IIANIEpOHOB, paboTa-
IOLIMX C JICHaTypHUPOBAHHBIMHU OEJIKaMH.

FEHbI-XPAHUTEIN KINETOYHOIro
LWMKINA (gatekeepers) — rpynma aHTu-
OHKOTEHOB, PETyJIHpyIoIas Ipouecc
arornTo3a W MpeAoTBpaIlaloas MpoJn-
(epannio KJIETOK ¢ pa3INuHBIMHA MyTallH-
siMu. K mpoiyKTaM 3THX TeHOB OTHOCSITCS
npsmble  uHruOuTOphl  nesieHus  (Rb)

U amloNTO3HbIE MPOMOTOPBI  rubenu
MTOBPEXKICHHBIX KICTOK (p53).
rEPMUHAJIbHAA MYTALMUA —

MyTalysi, INepelaromasics C MOJIOBBIMU
KJIeTKaMH (Haciexyemast wiiu de novo).

FETEPOAJIIEJIN — ajuieiay OQHOIO T'eHa.
FETEPO3UINOTA - OpraHu3m
WJIH KJICTKA, Y KOTOPBIX HAa TOMOJIOTMYHBIX
XpOMOCOMaxX HUMECIOTCSI pa3HbIC aJUICIH
OIIPE/CIICHHOIO IreHa.

FETEPOMJIABMUA  —  TIPUCYTCTBHUC
HCOIMHAKOBBIX 1o HYKJICOTUAHOU
MOCJICI0BAaTEIIbHOCTH MUTOXOHAPUI

(M XJIOPOIUIACTOB) B IIpEAeiax OIHOMN
KJIETKU UM OJHOTO OpraHMu3Ma.

FETEPOXPOMATUH TEMHO OKpa-
LIEHHBIA, KOHJCHCUPOBAaHHBIN U TpaHC-
KPUILIMOHHO  HEAaKTHBHBIM  y4yacTOK
xpomaTtuHa. B Takom xpomarune JJHK
METHJIUPOBAHA, THCTOHBI J€METUIUPO-
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BaHbl, (PocHOpUNIUpOBaHBl U JIEAlCTH-
JIUPOBAHbI, PEIUTUIMPYETCS] B TO3/HCH
S-daze.

TMBPUOM3ALUUA — mporecc o0Opaso-
BaHMs JIBYIETIOYEYHONH HYKJICHHOBOU
kuciotel (JHK-JIHK mu6o JHK-PHK)
U3  KOMIUICMEHTAPHBIX  OJIHOLEIIOUYEY-
HBIX MOJIEKYJ 338 CYET CO3JMAHUS MEXKIY
LETSIMU BOJIOPO/IHBIX CBA3EH.
r'MBPUOHbLIA  BENIOK —  GelloK,
MOJIyYEHHBIH B PE3y/bTaTe TPAHCIAIUN
XMMEPHOT'O TeHa.

FTUNEPMYTALUMSA — (GU3HOIOTHYECCKUN
Ipolecc MOSIBICHUsS MyTalUil B paHee
c(OPMUPOBAHHBI TeH HMMYHOIIIOOY-
JIMHA B MPOLECCE PAa3BUTUS UMMYHHOIO
OTBETA.

FMNOTE3A KHYACOHA (nByXyaapHas
MoOzIeNb KaHIeporeHe3a) — THIOTE3a,
OOBSICHSIONIAs MEXaHM3M BO3HUKHOBE-
HUSI HACJIEACTBEHHBIX U CHOPAJNYECKHUX
omyxonei. [To Knyncony amns Bo3HUKHO-
BEHUS OMYXOJIH B KJIETKE JOJLKHBI IIPOU-
30lTH ABE MOCIEI0BATENbHbIE MyTallUNU:
nepsasi MyTallls — B KJIETKaX 3apojbl-
IIEBOM JIMHUM, a BTOpas MyTalus —
coMaTU4ecKasl.

FUCTOHDI — KkJ1acc OEIKOB, MPHHUMATO-
mux yuactue B ynakoske JJHK u snure-
HETUUYECKON PEryIsaLUd MOJEKYISPHBIX
IIPOLIECCOB B SIZIPE.

FMYBUHA  NMPOYTEHMSA  (niryOuHa
MIOKPBITHS, DIIyOWHAa CEKBCHHPOBAHUS)
— YHCJIO pa3, Korga OMpeACIICHHOC a30-

n

THUCTOE OCHOBAHHE OBUIO «IIPOYUTAHO»
B Iporiecce cekBeHnposanus. [Ipourenue
— Hebonbmon yuacrok JIHK u3 omgnoro
¢parmenra. Yem Oombiie QparMeHTOB
JHK 6bU10 cekBeHHpOBaHO, TeM OoIble
YHCIIO Pa3 CUMUTHIBAHUE OIPE/ICICHHOTO
A30THCTOr0 OCHOBaHMS, TeM Oouble
DTyOMHA CEKBEHUPOBAHMSI.

MYBOKOE CEKBEHUPOBAHME
BapUaHT CEKBEHHPOBAHUS, IPU KOTOPOM
3agansble yuactku JHK «mpountsiBa-
IOTCS» COTHH MM THICSIYU Pa3.

FTOMEO3UCHDIE FEHbI — oTBeYarolue
32 CHEeNMaIM3allii0 CErMEHTOB Tela
B Pa3BUTHH SMOpHOHA.
FOMEOBOKC - MNPUCYTCTBYIOIIAS
B TEHAaX pPAaHHEr0 pa3BUTHS DJyKapUOT
kopotkas (okomno 180 1m.0.) KOHCepBaTHB-
Hast nocienoBaresbHoCTh JJHK.

FOMO3UIOTA — opranus3M WM KJICTKa,
HMEIOIME HA TOMOJOTMYHBIX — XPO-
MOCOMax JiBa OJIMHAKOBBIX  aJuIeys
OINpPEICIICHHOTO TeHa  (PCICCCHBHEIC
WA JOMHHAHTHEIC).

FTOMOJIOTMYHbIE TEHbl — TI€HEI,
HMEIOLME  CXOAHYI0  HYKICOTHIHYIO
MTOCIICIOBATEIIEHOCTD, O0IIEe MPOUCXOK-
JIEHUE ¥ KOHTPOJIUPYIOIINE OJIUH U TOT e
npu3Hak. Beiienstor 3 Buaa TroMono-
THYHBIX TE€HOB — OPTOJOTH, Mapajoru
U KCEHOJIOTH.

FTOMOJIOFMYHbIE XPOMOCOMbI —
XPOMOCOMBI B JIUIUIOWJHBIX KJIETKaX,
HUMEIOIIUE OJIMHAKOBBIC CTpOEHUE,
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a

¢dopMy, pasMep, TOCIENOBATEILHOCTh
TEHOB; KaXJas U3 XpPOMOCOM yHACJIEI0-
BaHa OT OJHOT'O U3 POAUTEINEH.

FrOMOJIOrMYHA4A PEKOMBUHALIUA
- THII peKoMOMHaINH,
IpU  KOTOPOM  TPOUCXOOUT  OOMEH

HYKJICOTUAHBIMUTIOCIIEA0BATENbHOCTIMU
MEXAY WICHTUYHBIMH XPOMOCOMaMH.
VY Oakrepuil n apxeil SBISETCS OTHUM
U3 OCHOBHBIX CHOCOOOB YCTpaHEHHUS
pa3peiBoB/JHK (01HO- 1 IBYLIETIOYEYHBIX ),
y aykapuoT nomumo penapauuu JTHK
UrpaeT BaXHYIO POJIb B OOECIEUeHHH
HACJIEICTBEHHOH HU3MEHYUBOCTH
(xpoccuHTOBED).

FOMOIMJIA3MUA — HalIUM4YKME B KIIETKaX
OJHOTO KJIOHa MUTOXOHApHanbHOI JTHK
(HOpMaJbHOW WII MYTaHTHOH).

FOHA[DbI — [10JIOBBIEC KEJIE3bI.

FOHOCOMBDI — 110J10BbIE€ XPOMOCOMBI.
rorpd4Ad TOYKA MYTAFEHE3A -
yuactok JIHK, xapakrepusyromuiics
MOBBIIIEHHON 4acTOTOI BO3HUKHOBEHUS
MyTanuil.

rPYMNMNA CLUEM/IEHUSA — rpymnma IreHoB,
PaCIOJIOKCHHBIX B OJTHOU XpoMocome
" Hacjeayromasicsa COBMECTHO.

a

AEJNELUA — ynanenue (moreps) y4acTka
TeHeTHYECKOro Marepuara.
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OEHATYPALUMUA (NJIABJIEHUE) AOHK
oOpaTuMBIil TIpoliecc  pa3pyLICHUs
BOJIOPOAHBIX cBsizel Mexay nensimu JJTHK
c  o0pa3oBaHHMEM  OJHOLEIOYEYHBIX

CTPYKTYP.

AOEPUBATHDIE XPOMOCOMBDI
XpOMOCOMBI, Hecyliue  Marepual,
HE THUNMWYHBIN 111 HUX. BosHukaror
BCJIC/ICTBHE HOCHTEJILCTBA COAJIaHCHUPO-
BaHHBIX MEPECTPOCK B KAPHOTHUIIE POJIH-
Tesiell (TpaHCIOKaui, MHBEpCHi), 00
BO3HHKAIOT de novo (B raMeToreHes3e min
B 3urore). TpeOyer npesxzae Bcero odce-
JIOBaHUS POANTEIBCKOMN Maphl.

ANAMHUOTUYECKUA TaKOW THII
6J'II/I3H€IIOB, Ka)KILBIfI us3 KOTOPBIX
HMECT COGCTBCHHYIO AMHUOTUYCCKYIO
000II0UKY.

OVUBEPIEHLUUA (TeHETHKA) — pa3linyue,
BBIPQYKEHHOE B MIPOIICHTAX, MY IBYMS
ITOXOKUMH [TOCJIEA0BATEILHOCTIMMU
JHK win Mexay aMUHOKUCIOTHBIMHU
MTOCIICIOBATCIIEHOCTSAMU JIBYX POICTBCH-
HBIX OEJIKOB.

AUVHAMUYECKAA MYTALUA —
YBEIUYCHUC KOJIMYECTBA TPUHYKICOTHI-
HBIX TIOBTOPOB B (DYHKIIHOHAIBHO 3HAYU-
MOM 00J1aCTH T'eHa.

OU3UTOTHDbIE (PABHOSIALLEBbDIE)
BNMU3HELbl — OJiM3HENbl, pPa3BUBIIN-
ecsl U3 ABYX Pa3HBIX SHIEKJIETOK OJHOTO
OBYJIATOPHOI'O LIMKJIA.

OUCKOPOAHTHOCTb — wu4wcio mnap
C pa3zIM4yMeM IO NPHU3HAKY K 0O0Iemy
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a

YHCITY nap
OJIN3HELOB.

IpoaHaJIN3UPOBAHHBIX

OUMJIOUAHDbIA — OpraHu3M, cojepikKa-
Iuid TBOWHOW HA0Op XPOMOCOM, OTHO-
CUTEJIBHO TaIIOUIHOTO (COIEPIKaLErocs
B MOJIOBBIX KJIETKaX).

AUCNEPrMPOBAHHDIE NMOBTOPDI
— TMOBTOPAOIIUCCS HYKJICOTUIHBIC
IIOCJICA0OBATCIIBHOCTH, HaxXogAIuecs

Ha paccrostHuu npyr ot napyra (LINEs,
SINEs u np.).

AOUCTPOMHDIE FEHbI — reHbl, y4acTBy-
omye B (OPMHUPOBAHUM MEXaHH3MOB,
NPENATCTBYOMIMUX COYCTAHUIO OIpele-
JICHHBIX (DCHOTHUIIOB.

AOAUCXPOHUA HapylICHUE TEMIIOB
pasButus. [IpuMepsl IUCXPOHUU: MPExK-
JIEBPEMEHHOE  CTAapeHHE,  IEPCHUCTH-
poBaHHE HSMOPHOHAIBHBIX  CTPYKTYP,
Mopdosoruyeckass He3pelnocTh TKaHeH
HJIM OPraHoB.

OAUNODEPEHLUMUAIIBHAA OKPACKA
(6pramHT, banding) — MeTOIBI BH3yaH-
3allMd  CTPYKTYPHO-(DYHKIIMOHATBLHON
HEOJHOPOTHOCTH MeTada3HbIX XPOMO-
coMm. [Ipm wCrIOMB30BaHUU PA3TUIHBIX
MCTOIUK OKpAIUBAaHHUS MOXHO BBIS-
BUTh CHCHUMDUYHBIA JUTS KaKIOH Xpo-
MOCOMBI PHCYHOK Y€pCIOBAHUS TCMHBIX
U CBeTIBIX moioc (03HmIoB, bands), uTo
UCIONB3YeTCS TPU KapHOTUITUPOBAHUU
IUTSE  UICHTA(DUKAIIMH — TOMOJOTHYHBIX
XpOMOCOM U aHaJiHW3a XPOMOCOMHBIX
abepparuid.
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OANDODEPEHLUUPOBKA nonaAa
TEeHETUYECKU JIE€TEPMUHHUPOBAHHBIN MPO-
ecc GOpMUPOBAHHS T0JTa Y SMOPHOHA.

AUXOPUAJIbHbIA — THn OJIM3HELOB,
[IPU KOTOPOM KaXIbIil U3 KOTOPBIX UMEET
CBOM XOPHOH U ILIALIEHTY.

AOAULEHTPUYECKASA XPOMOCOMA
(IMIEHTPHK) — CTPYKTYPHO aHOMaJbHas
XpOMOCOMa, UMEIOIAst 1BE LIEHTPOMEPBL.

AHK-OAKTUTIOCKONUY (reHeTHYC-
CKas ,HaKTI/IJ'IOCKOHI/IH) — CHUCTEMa MCTO-
0B 6I/IOI/II[6HTI/I(1)I/IKaHI/II/I HHIUBUIYYMOB
(opraHm3MoB), Ha OCHOBE aHAJIN3a YHU-
KaJIbHbIX  HYKJICOTUIHBIX  IIOCJICA0BA-
tenbHOCTEH JIHK.

OOBABOYHbIN XPOMOCOMHDbIN
MATEPUAN (add) — nomomHHUTENBHBIHA
Marepuaig Ha XpOMOCOME, HC THUITHYHBIN
it Hee. (OOo03HAYaeTCs JEPUBATHOMN
XpOMOCOMOHW JT0 MOMEHTA TIOKa €€ IPOo-
HCXOXKICHHE HE CTAHOBUTCS IMOHSTHBIM
(HampuMep, TOCie KapUOTHITPOBAHHS
ponutenei).

OO3A FEHA — KOJMYECTBO KOIMI reHa
B pacyeTe Ha OOHO AP0, TO €CTh B HOPME
Ha JTUIUTONIHBIA HA0OP XPOMOCOM.

AO30BAA KOMIMEHCALMA TEHOB
— CHUCTCMaA JIMUMICHCTHYCCKUX MCXaHU3-
MOB YpPAaBHUBAHHA 3KCHOPECCUU TICHOB,
CHCIUICHHBIX C ITOJIOM, Y HpeHCTaBHTeﬂeﬁ
TEX BUAOB, Y KOTOPLIX MMOJI OIPECACIACTCA
TOHOCOMaMHu.
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OPAVMBEPHbBIE MYTALIMU (driver ~ HOH TONYNSAUM YacTOTHI TCHOTHUIIOB
mutations) — KJIIOYEBBIC MYyTalUH, 110 KakoMy-JIMOO reHy (TIpH YCIIOBUH

HCO6XOI[I/IMLIG JJIL pa3BUTHUA U ITPOTpeC-
CHUPOBAHUS 3JI0KAYCCTBECHHBIX OHyXOJ’IGﬁ.

OPEW® rEHOB — cnyqaﬁﬂoe HU3MECHCHUE
YacTOT aJlIeNIeH U, KaK CIIEICTBUE, YaCTOT
TCHOTHIIOB B MOITYJIAIIAH.

APOBJIEHUE BHJ, MUTOTHYECKOIO
JIeNICHNsT  KJIETOK  0e3  yBeln4eHHs
nx pasmepa. JlpoOneHume  3UTOTHI
NIPE/ICTaBsIeT  cO0OM  mepBbIH  ITam
SMOPUOHAIIBHOTO Pa3BUTHS BCEX MHOTO-
KJICTOUHBIX KHBOTHBIX.

AYNMNINKAUNA YABOCHUEC Yy4YaCTKa
TEHCTUYCCKOIo Marepuala.

EBFEHUKA — Hay4Has M IpaKTHYeCKas
JIeSITENIbHOCTD, HalpaBieHHAs Ha ITOBbI-
LIEHHE  PaclpOCTPAaHEHHOCTH  JKejla-
TEJILHBIX TPU3HAKOB 110  IOIYJISIUN
(TTONIOKUTENbHAS €BICHHUKA) U CHIKCHUE
YaCTOTHI 1ATOJIOTMYECKUX ajuienel (Hera-
TUBHAs CBreHUKa) Onarojaps ymnpas-
JSIEMOMY, BBIOOPOYHOMY pa3BEICHHIO
(cTepunu3anus, HaCUILCTBEHHBIE OpaKH).

),

YENTOYHbIA MELWIOK — TpoduyecKuii
Oprax 3apoAbllia.

3

3AKOH
MpaBuiIo,

XAPOU-BAMHBEPIA
racamee, 4YTo B HACAIIb-
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HaJau4uusg B TMOMYJSLUMU JBYX ajie-
JIel MaHHOTO TeHa) OymayT WOAICPKH-
BaTbCAd IOCTOSIHHBIMH U3 IOKOJIEHUS
B TrokojieHus. Maremarnuecku ¢op-
Mynupyercs kak p2 + 2pq + q2 = 1,
rae p2 — A0Js TOMO3UTOT IO OAHOMY
U3 aljenei, p — yacTora JaHHOTO ajjens,
q2 — A0JA TOMO3MIOT MO aJbTepHATUB-
HOMY aJJeno; ( 4acToTa JaHHOTO
annuens; 2pq — A0Js TeTePO3UTOT.

3AMECTUTEJ/IbHAA TOPMOHAJIbHASA
TEPANMUA (3I'T) — Bua mnaroreHeTH-
YEeCKOro JIeUeHUsI 3a00NIeBaHUM IyTeM
BBE/ICHHS TOPMOHOB MpPH HEIOCTATOY-
HOCTH WJIM OTCYTCTBHHM COOCTBEHHBIX
TOPMOHOB OpraHU3Ma.

3AMECTUTENbHAA GOEPMEHTHA4A
TEPANUA (3DT) — BuA mMmaToreHeTU-
YECKOTO JICUCHHUs 3a00JICBAHUI IyTEM
BBEJCHUS (PCPMCHTOB IIPH HEIOCTATOY-
HOCTH WJU OTCYTCTBUU COOCTBCHHBIX
(hepMeHTOB OpraHm3Ma.

3AXBAT 3K30HOB — crnoco0 WueH-
TUDUKALIH caiiToB CIulaiicuHra
c HCIONb30BaHUEM BCTPOEHHOTO
B BekTop (parmenta renomHoi JIHK.
Ecin ¢parMeHT comepKUT CalT cruran-
CHHIa, BEKTOp HAuyMHAeT BECTH ceOs
IIpe/ICKa3aHHbIM  00pa3oM  (Hampumep,
JIaeT [BETHYIO PEAKIIHIO).

3UITOTHOCTDb COOTHOIIIEHUE aJlIe-
JIeH, yHacJelOBaHHbIX B ONpeAeICHHOM
JIOKyC€ T'€Ha.
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SBUrOTHOCTb BJZIUSHELOB — uncio WU3OXPOMOCOMA - XpomocomMma,
3UrOT, W3  KOTOPBIX  MHPOHCXOIAT  COCTOAIIAas W3 Marepuana [ByX JUIMH-
OJIM3HEIbI. HBIX MM KOPOTKHUX IJIed OJHOU U TOHl ke

XPOMOCOMBI C OJHOBPEMEHHOH moTtepeit
30HA — MCEUECHHBIH HCKYCCTBEHHO  Marepuana Apyroro Iuieda.
cuHTe3upoBaHHbIM  ¢parment  JIHK

niauHHOU B cpeanem ot 200 go 500 m.o.,
THOPUAN3YIOMINICS CO CcHennu(pUIECKUM
yuactkoM Monexynsl JTHK.

UOMOIrPAMMA — cXeMaTHYHOE H300pa-
xeHue nuddepeHIraTbHON HCUEPUSHHO-
CTH XPOMOCOM.

N3OANLEEHTPUYECKUE XPOMOCOMDbI
— JUIICHTPHYCCKUEC XPOMOCOMBI, 00pa-
3yIOLIMECS B pe3yjibTaTe COCIUHEHHS
TOMOJIOTUYHBIX XPOMOCOM.

N30MMMYHU3ALINA HaJINn4uune
B KPOBH Marepy aHTHPE3YCHBIX aHTHTEI
K pe3yc-(pakTopy Iioza.

U3OWMN3OMEPbI —  D3HJIOHYKJICa3bl
peCTpUKINM, y3HAIOIIUEC OJHY U Ty XKe
MOCJIE0BATeIBHOCT,  YbM  3(QQEKTHI

MO-pa3sHOMY 3aBUCAT OT CTATyCa MCTUJIU-
POBaHUA ITOU nocCiacaoBaTCIbHOCTHU.

U3ONAT (M30JIMpOBAaHHAST MOMYJISIINSA)
— OTHOCHUTEIIFHO HEOOINBIINE TPYIIIHI
moneit (o 1 ThICSYM YeNoBeK), Ha IPo-
TSOKCHUU HECKONbKUX (He MeHee 5 - 10)
MOKOJICHWI HE BCTYHaBIIUE B Opak
C OCTaJbHBIMH BCJICICTBHC TeOrpa-
(UYeCKHX WIH KyJIBTypHBIX IIPUYUH,
WJIA UX COYCTAHMIM.
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UMNNAHTALUA — nipolecc BHEPEHUS
SMOpHOHA B CTCHKY MaTKH.

UMMNPUHTUHI  (TCHOMHBII  WMIIPHH-
THUHT) — (OpMa HEMEHJIEIEBCKOTO SITH-
TEeHETUYECKOr0 HACJIEJOBaHUs, KOTOpOe
XapaKTepU3yeTcst mddepennnans-
HOW JKCIIpeccued IreHa B 3aBUCHUMOCTH
OT €r0 POJUTEIBCKOTO MPOUCXOKICHUS —
MarepH WiIN OTLA.

UMMPUHTUPOBAHHbDIN FEH -
TeH, mddepeHnnansHO JKIIpeC-
CHpYIOIIUHCS B 3aBUCHMOCTH

OT MATCPUHCKOI0 WU OTLOBCKOTO IPO-
HUCXOXICHUA. I/IMHpI/IHTI/IpOBaHHLIe T'CHbI

B IUIUIOMJHBIX KJIETKaX dYeJIOBEeKa
OOBIYHO  3KCIIPECCHUPYIOTCS  TOJBKO
C OIHOTO aJIICII.

NMHAKTUBALIUA X-XPOMOCOMDbI
(afioHw3amusl) —  ONUTCHETHYCCKUI
mpouecc  Ciay4yallHOro  IpeBpalleHHs

OJTHOH U3 X-XpPOMOCOM y CAMOK MJICKOITH-
TalOUMX B TPAHCKPUIIIIMOHHO HECAKTHB-
HBIU TETEPOXPOMATHH HA PAHHUX CTAIAIX
SMOPHOHAIEHOTO Pa3BUTUA. Y OHOIOTH-
YECKHX BHUAOB, uMmewomux ZW-cucremy
ompenerneHus moja (OONBIIMHCTBO IITHII,
HEKOTOPBIC MPECMBIKAIOIINECs, HEKOTO-
PBIC BBl YCTITYCKPBUTBIX ), TIPUCYTCTBYET
MOX0XKast CHCTEMA JT030BOM KOMIICHCAITUH
TCHOB, IIPU KOTOPOI Y CaMIIOB, 10 TaHHOH
CHUCTEME, SIBJISIOIIUXCS TOMOI'aMETHBIM
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oJioM (ZZ), IPOUCXOIHUT CEICKTUBHBIN
CalJICHCUHT T€HOB Z-XpPOMOCOMBI.

MHAKTUBALMUA X-XPOMOCOMDI
HECNYYAMHAS — riepexo]] B reTepoXpo-
MaTHHOBOE COCTOSTHHE OJHOH M TOH ke
XPOMOCOMBI BO BCEX KIIETKAaX U TKaHSX.
OnnH U3 OCHOBHBIX MEXaHW3MOB HECIY-
YaliHON MHAKTHBAIL[MKM — MYyTallld B IIPO-
Motope rena XIST.
MHBPUOMHI — DpOJICTBEHHBIH Opak
(MM BapMaHT CKPEUIMBAaHUS y >KHBOT-
HbIX).  CKpemuBaHWE  TI'€HETHYECKH
OJIM3KOPOJICTBEHHBIX OCOOEH MPHUBOIAUT
K TOBBIIICHUIO YPOBHSI TOMO3UTOTHOCTH
B TIOTOMCTBE.

UHBA3UBHASA MPEHATAJIbHAA
OUATHOCTUKA — rpymnma METOHOB
JINarHOCTHUKU HaCJIeICTBEHHBIX
3a00JICBAaHUM TUIOAA, 3aKIIOYAIOLIUXCS
B TOJYyYeHHH W aHaIM3e KIETOK
wiona  (HampuMep, XOPHUOHOWOIICHS,

aMHHOICHTE3, KOPJIOIICHTE3).

UHBAPUAHTHDbIE MO3ULIUU — y4acTKH
TPHK, coJeprKalue OJIMHAKOBBIE
MOCJIEIOBATEIBHOCTH TIOYTH BO BCEX
(>95%) TPHK.

UHBEPCHUA
xpoMocomsl Ha 180°.

OBOPOT y4dacCTKa

UHAOYKUUS FEHA — axTiBanus paboThl
reHa ¢ IOMOIIBIO CIEHATbHBLIX OEIKO-
BbIX (hakTopoB. MHIyKIHs ObIBaCT TO3H-
TUBHOM M HETaTUBHOM.
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UHOAYUUPOBAHHAA MYTALMA
MYTAalMsl, BO3HHUKIIAS [TPU HAIIPABICHHOM
BO3JICHCTBUH HA OPraHM3M MYTareHHbBIX
(axTopoB.
MHCEPLIUA — BCTpaMBaHHME YydacTKa
TEHETHYECKOro Marepuajga B MECTO,
HE TUIWYHOE ISl HETO.

UHCYNATOP — peryisiTopHasi HEIIOBTO-
psowasics nocnenosarenbHocts  JJTHK
(xommuiexke THK ¢ Oenkamn), OGi10kupy-
I011asi B3aUMOACHUCTBUE MEXKIY MOIYJs-
TOpaMH M IPOMOTOPAMU TE€HOB 3a CYET
W3MEHEHMS CIHpalu3aludl XpOoMaTHHa.
WHCynaTop BBINOIHSAET TONBKO pa3ienu-
TEJBHYIO (YHKIHIO.

MHTPOH — yyacTOK reHa, HE Hecyllue
TCHETHUYCCKON MH(GOpPMAIUU O MOCTPOE-
HUU OCJIKOBOI MOJICKYJBI, HO COJICpIKa-
i o0yacTu sl OCIKOB-PEryIsITOPOB
TPAaHCKPUILMK. YHajsieTcsi B Ipouecce
crutaiicuara MPHK.

UHDOOPMATUBHAA CEMbSl — ceMbs,
B KOTOPOI BO3MOXKHO ONPEIEIUTH POJIU-
TEIBCKOE MPOUCXOXKACHHUE XPOMOCOM
y OOIBHOTO peOCHKA B LENSAX MPOBEIC-
Hus koceHHoi JIHK nuarnoctuku.

K

KAHAJTONATUM 3TO rpymoma
3a00JIeBaHUH, BBI3BAHHBIX TUC(YHKINEH
CyObeaAMHHIl MOHHBIX KaHAJIOB.

KAHLIEPOTEH — ¢axrop ((pu3nueckuid,
XUMHYCCKUH, OMOIOTHYCCKUIT), CrIOCO0-
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HBIH 3aIlyCTUTh 3JIOKAYECTBEHHYIO TpaHC-  KJIETKA-XO3AMH — mro0ast  Kyiib-

(hopMaIHrIo KIETOK. TUBHpyeMasi KieTka (Jame  BCero
OakTepHaIbHAs).

KAHUEPOIFEHE3 — mpolecc pa3BUTHA
3JI0KQU€CTBEHHBIX OMYyXOJEH.

KAPUOTPAMMA rpaguyeckoe
I/I306pa>KeHI/Ie KapuoTuia, ynopsaodcCH-
HOC PACIIOJIOKCHHUE XPOMOCOM TI0 (hopme
U pasmepy.

KAPUOTUM — 1. COBOKYITHOCTb JaHHBIX
0 uncine, popMe U CTPYKType XpOMOCO-
MHOro Matepuana; 2. B meauuuHckoi
reHeTuke - MH(GOpPMAIMs O KOJIWYECTBE,
COCTaBe IMOJIOBBIX XPOMOCOM U Halu-

YMW WIH  OTCYTCTBHH  CTPYKTYPHBIX
HEPECTPOEK.

KAPTA CLEMJIEHUA — XpOoMOCOMHas
KapTa, IOKa3bIBAaIOIas OTHOCUTEIb-

Hble no3uuuu reHoB u japyrux JIHK-
MapKepoB B XpOMOCOMax Ha OCHOBE
aHaJIN3a CLEIICHUS

KAPTUPOBAHME — 1po1ecc yCTaHOBIIC-
HUSI TTO3MIUH T'€Ha WM OIPEICICHHOTO
caliTa Ha XpOMOCOME.

KUNOBA3A (xk0, kb) — eamnnna
U3MEpPEHUs]  PacCTOSHUS B MOJe-
kyne JIHK, paBHas opHO#l ThIcsue
map OCHOBaHMH (TMap HYKJICOTHIOB).
1 k6 = 1.000 m.o. (1.000 1.H.).

KNIACTEP TEHOB rpynmna CMeEx-
HBIX POJCTBEHHBIX I'€HOB, OTBEYAIOIIMX
32 CHHTE3 CXOJHBIX OCJIKOB, HICHTHYHBIX
HJIA POACTBEHHBIX IPYT IPYTY.
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KNETOYHbIA UMK/ — mepuon Ku3HH
KJICTKH C MOMCHTa €€ O6pa30BaHI/Iﬂ
myTeéM HACJICHUA MaTepHHCKOﬁ KJICTKH
a0 COOCTBEHHOI'O JACIICHUA WU rudenm.
KJ1IOH - COBOKYITHOCTb KJICTOK
nim 00066171, MOJMYUYMBINUXCS IMYTEM
0ecIoIoro PasMHOXCHUA U 06naz:a}0nmx
OJJMHAKOBBIM I'€CHOTHUIIOM.

KNOHUPOBAHUE — 1. [Ilpouecc
MOJyYEHUs] TEHETHYECKH OJHOPOAHBIX
KJIETOK WJIM OCO0ed myTeM Oecroioro
pPa3sMHOXKEHHMSI ~ WIH  [apTEeHOreHe3a;
2. I'enHO-UHXEHEPHBIN METOJ,
YBEJIMYEHUS KOJIMYECTBA KOMMH MallbIX
monekyn JHK mnyrem BcrpauBanus
B KJIETKY-XO31Ha.
KOAOMUHUPOBAHMUE - TUIL
B3aMMOJICICTBUS ajjieNell OAHOro TeHa,
P KOTOPOM 00a aJuiesns MPOsBIISIOTCS
B (eHOTHIIE.

KOOOH (TpI/IHJ'ICT) — TIOCJIEIOBATEIIb-
HOCTb U3 TPEX HYKJIECOTUIOB, KOAUPYIO-
masi OJHY aMHHOKHCIIOTY, JINOO CHTHAJ
OCTaHOBKH TPAHCISIUUU (CTOIM-KOJOH).

KOJIbLIEBASA XPOMOCOMA
XpoMOCOMHas nepGCTpoﬁKa, nojxyyvaro-
masicsd B pe3yJbTaTe CIUAHUA 000HX ImIe4
XpOMOCOMBI MOCJIC MOTEPU TEPMUHAJIb-
HbIX YYaCTKOB.
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K

KOMBUHATUBHAA WU3MEHYUMBOCTDb
THII TCHOTUIIMYECKOH HM3MCHYHMBO-
CTH, BO3HI/IK&IOIII€I7[ B IMponecce IMmoJjio-
BOIr'0 pasMHOKCHUA U 06GCHC‘{I/IBaIOIIII/Iﬁ
HepeKOM6I/IHaHI/IIO POAUTCIILCKUX TCHOB
Y IIOTOMKOB.

KOMBUHUPOBAHHbDIN CKPUHUHI
I TPUMECTPA BEPEMEHHOCTU
COBOKYIHOCTB J1a0OPaTOPHBIX U HHCTPY-
MEHTAJIbHBIX METOAOB HCCIIENIOBAHUS,
BBIMOJIHSAEMBIX C LENbI0 OLEHKU WUHAU-
BUYaJIbHOIO PUCKa XPOMOCOMHOM MarTo-
JOTMH W 3aJlepXXKH Pa3BUTHUS IO,
a TaKoKe MPE3KIIAMIICHU.

KOMMUTUPOBAHME (JieTepMUHALNA)
— IpuoOpeTeHHe KIETKOW CTPYKTyp-
HO-(YHKIMOHAIBHBIX MTPU3HAKOB TEPMH-
HaJIbHOH cTamuu au(pdepeHIUPOBKH.

KOMMNAYHA-TETEPO3UIOTA
OpraHusMm, I/IMC}OHII/Iﬁ pa3JIMIHbIC Bapu-
AHTBI HOCHGI{OBaTCHLHOCTeﬁ B KaXI0M
U3 aJuIelei OJHOIro M TOro ¢ rcHa.

[IpuBOAUT K BO3HUKHOBEHHMIO ayTO-
COMHO-PELIECCUBHBIX 3a0oneBaHUi
npu OTCYTCTBUM  TOMO3UT'OTHOCTH

10 KaXJ10¥ KOHKPETHON MyTalluu.

KOMIJIEMEHTAPHAS JAHK (x/HK)
— JHK, cunre3upoBaHHas 1o MaTpule
MPHK B xoze 00paTHO# TpaHCKPUTIIIHH.

KOMMNJIEMEHTAPHOCTDb -
1. B monexyne JHK - mpunuun coot-
BETCTBUSI ~ MOJICKYJl  OMOIONINMEpOB

JIpyr Ipyry, obecredmBaromuii oOpa-
30BaHUE BOJOPOJIHBIX CBSI3CH MEXIY
HUMHU (Hampumep, KOMIUIEMEHTapHOCTb
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nykneornnoB A=T, G=C); 2. Tun B3a-
HMOJICUCTBUS ajjiesiell pa3HbIX TI'EHOB,
Ipyd KOTOPOM JOMHUHAHTHBIE aJlIeNu
JAHHBIX TEHOB OTBEUAIOT 3a Pa3BUTUE
MpU3HAKA, HE KOAMPYEMOIrO HHM OJHUM
U3 HUX.

KOHKOPAAHTHOCTb — CXOJICTBO OJH3-
HCLOB IO AaHAJIU3UPYCMOMY IIPU3HAKY.
OHpeI[eJISIGTCH KaK 49uCJIO map CO CXoA-
CTBOM IO IPU3HAKY K 06meMy quciy
nap MMpOaHaATIU3NUPOBAHHBIX 6J'II/13HC—
IIOB. HaHpI/IMCp, BEPOATHOCTH TOT'O, YTO
BTOpOﬁ 6J'[I/I3H€H MOJYUYHUT 3a6OJ'IeBaHI/I€,
€CIIU TIEPBBIN yke OoeH.

KOHCEHCYCHAA NOCJIEAOBATE/Ib-
HOCTb KO3AK - 10CJIeIOBaTC/IbHOCTD
HYKJIEOTUA0B B cocTaBe Monekyasl MPHK
JYKAapHOT, OKpYy’Karoas CTapT-KOJOH
U BaKHas JUIsl MHULIMALUK TPAHCIISILUN.

KOHCEPBATUBHDIE NMOCJ/IEAOBA-
TEJIbHOCTMU — CXOXKHE W UICHTUYHBIE
MOCJIEN0BATEIbHOCTH, BCTPEUYAIOIIUECs
B OwononuMepax (HYKICHHOBBIX KHC-
JIOTaX, Pa3IM4YHBIX CTPYKTypaxX OCIIKOB,
yIJIEBOJAX).

KOHCTUTYTUBHbINA FETEPOXPO-
MATUH Y4acTOK TeTepOXpOMaTHHA,
He conepkauuii rexos. IlpeacrasneH
caresuiutHol JTHK B cocrtaBe ueHtpo-
MEPHBIX U TEJIOMEPHBIX YUaCTKOB.

KOPOOLIEHTE3 BUJ HWHBa3WBHOM
MPCHATAILHON TMATHOCTUKHU, 3aKJII0Ya-
FOLIUICS BO B3SITHU ITyIIOBUHHON KPOBU
¢ 19 Hemenmn OEpEMEHHOCTH C IEIBIO
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n

MoCHeayIoleld IUarHOCTUKU — Hacjel-
CTBEHHBIX 0OJIC3HEH 1I0a.
KOPPENAUMUA  —  CTaTUCTHYECKHUU
METOJ] OLEHKHU CBS3M MEXIY MapHBIMU
m3MmepeHusimu.  [Ipu  monoxkurtenbHON
K. OOJbIIEMy 3HAUCHUIO IIOKa3aTels
B IIEPBOM H3MEPEHUU COOTBETCTBYET
OoJIbIIIee 3HAYCHUE BO BTOPOM, IIPH OTPH-
LATEIBHOM K. — ueM OOJIbIIIe IePBOC 3HA-
YeHHe, TEM MEHbIIIE BTOPOE.
KOODOULIMEHT UWHBPUOAUHTA —
BEPOSITHOCTh HACIICHOBAHHS 000HX aJlie-
JIe JTaHHOTO JIOKyCa OT OJIHOTO MpelKa
JIaHHBIM UHJUBUIYYMOM.

KOO DOULIMEHT XOJIbLUUHIEPA
(ko3 uIMEHT  HACIECAYCMOCTH)
TIO0Ka3aTeb, XapaKTepU3YIOINi CTEeNeHb
BJIMSIHUSL TCHOTHITA ¥ (PAaKTOPOB OKPYXKa-
Iomiei cpeabl Ha heHoTHI.

KPOCCUHIOBEP oOMEH  ydJacT-
KaMH TOMOJIOTMYHBIX XpOMOCOM
B 1pouecce Melo3za. Takke MOXKeT
MIPOMCXOAUT B MHUTO3€, INPH HAIHIHU
XPOMOCOMHOI HECTaOMIBHOCTH TOBBI-
IIaeTcs YPOBEHb MHUTOTHYECKOIO KpOC-
CUHTOBepa (CECTPUHCKUX 0OMEHOB).

KCEHONOIMUYHbBIE FEHbI (KCCHOIOTH)
— TE€HBI, MOSBJIIOIINECS B T€HOME pas-
JIMYHBIX BUJOB OPraHU3MOB B PE3y/IbTaTe
TOPHU30HTAJILHOIO IIE€PEHOCA I'C€HETHYE-
CKOro MaTepuaja MEeXIy OpraHu3MaMH.

KCEHOJIO'MA — 1poLecc BO3HHMKHO-
BCHHSI TOMOJIOTMYHBIX HYKJICOTHIHBIX
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MIOCJIEI0BATEILHOCTEN TPU TOPU30HTAIIb-
HOM IIEpEHOCEe T€HOB.

K3NMUPOBAHUE —  [OpuCOCAUMHCHUC
«Koma» («Cap» mnm 7-MeTHITyaHO3MH-
Tpudocdara) k 5 -xoniry MPHK.

L

NETAIb MyTaluys, BbI3bIBAIOIIasA
rubenb KISTKA UId OopraHmuisma.

NETAJIbHbIE MYTALUU
BEI3BIBAIONIAST  THOCTH
ee OpraHusma.

MyTalus,
coACpIKaIlICro

NVAEPHBIA PAMOH — y4acTOK 3peloif
MPHK, pacnonoxenssiii Ha 5’-koHIE
nepe KOAUpYoliel 4acTbio.

NIN30COMAIJIbHbIE
HAKOMMNEHMUA rpynma  Ooses-
Heﬁ, OGYCJIOBJ'ICHHI)IX TCHCTUYCCKUM
ne(GeKkToM  JM30COMalbHBIX  (pepMeH-
TOB (TWApoONas), YTo NMPHUBOJUT K HaKO-
IJICHUIO Cy6CTpaTOB ITUX (bepMeHTOB
B pas3/IMYHBbIX TKaHAX OpTraHU3Ma.

BOJIE3BHU

nvHuA HCKYCCTBEHHO CO3JaHHbIC
POICTBEHHBIC OPraHU3MBbI, Pa3MHOXKAIO-
LIKECs MOJOBBIM MyTEM, MPOUCXO/SIINE,
KaKk MpaBWwio, OT OJHOTO MpeaKa
WIX OJHOW mTapbl OOLIMX MPEIKOB
U BOCIPOU3BOASAT B PsAy TMOKOJICHHUI
OIHM M TE )K€ HACIEJCTBEHHO YCTOWYH-
BbIC MTPU3HAKH.

JIOKYC -
XPOMOCOMBL.

OHpCI[eHCHHLIi;I Y4acCTOK
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M

JIOMKUM CAMT (bparuibHblii caiit) —
YYACTKH XPOMOCOM 4YEJIOBEKa, CKIIOHHBIC
K 00pa3oBaHHIO Pa3pbIBOB. Pazmuyaror
peakue  (Haciemyemble),  CKIOHHBIC
K 00pa3oBaHHIO CIOHTAHHBIX pa3pbl-
BOB JIOMKHE CaWThl M 4YacThle, B KOTO-
PBIX Yallle BCEro MPOUCXOASAT pa3phIBbI
Opd  BO3JACHCTBHM BHEIIHHX  (hakTo-
POB M3BECTHO O HAIWYUHM OKOJO CTa
JIOMKHX CalTOB.

M

«MAYXOPHbIE» MYTALIUMU — HanOosee
YacTO BCTPEYAIOLINECS MyTalluH IAHHOTO
TeHa B OIpeeeHHoi nomynsnun. Takue
MYTallMu cocTaBisitoT Oosee 1% oT Bcex
MYTalMi B JAHHOM T'€He.

MATPULIA — MOJICKYJISIpHBIN 11a0JIOH,
Ha KOTOPOM CHHTE3UPYIOTCS HH(OpMa-
LIMOHHBIE MOJICKYJIBI M OEJIKH.

MEFABA3A (MO, mb) — enuHuIa u3Me-
peHust pacctosiHust B Mosekyiae JTHK,
paBHasi OJHOMY MIJUIMOHY I1ap OCHOBa-
HUH (map HykiaeotnaoB). 1 MO = 1 muH
m.o. (1 M= m.H.).

MEOUKO-TEHETU4YECKOE KOHCY/b-

TUPOBAHME — BUJ CICLHUATUZUPO-
BaHHOM MEIMUUHCKOW MOMOUIM, MPO-
BOIUMBIH C LENBI0  MPOPUIAKTHKU

HaCJICACTBCHHBIX 3a00J1€BaHUI.

MEXANNENbHAA KOMMJIEMEHTA-
LUMA — BHJ B3aUMOJCHCTBHS ajiciacH
Pa3HBIX TEHOB, IIPU KOTOPOM (POpMUpPOBA-
HUE HOPMAJIBLHOIO MPU3HAKA TPOUCXOTUT
y OpraHu3ma, reTepO3UroTHOTO MO JABYM
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MyTaHTHBIM ~aJUIesiIM JaHHOTO TeHa.
Y opranusma, KOTOpbI Hecer [Ba
Pa3HBIX MYTAHTHBIX aJUIeJisl OHOTO T'eHa
(hopMEpyeTCSI HOPMAJIBHBIN MPU3HAK.

METABOJIOM — COBOKYIHOCTb BCEX
KOHGYHBIX TPOAYKTOB  MeTaboim3Ma
KJIETKH, TKAaHU, OpraHa Wi OpraHu3Ma.

META®A3HA4A NMNAACTUHKA
PacCIOJIOKECHUE XPOMOCOM B JKBATOpH-
alIbHOM IIIOCKOCTH BCPCTCHA MOCJICHUSA
KJICTKM Ha CTaJuu MeTa(i)a?;I)I MUTO3a
WIH Meko3a. HpI/I AHaJIN3€¢ KapuoTHUllia
MeTa(ba3H0ﬁ IUIACTUHKOU Ha3bIBAKOT
paciutaCTaHHbIC Ha NPEAMETHOM CTCKIIC
XpOMOCOMBI U3 dApa OZ[HOﬁ KJICTKH.

METUJIMPOBAHUE BUJ DIIMUICHE-
TUYECKOM perysiuuu  paboThl T'EHOB,
3aKJIIOYAIONIMICS B MPUCOEIUHEHUU
rpynnsl -CH3 x nuro3uny B CpG-calitax
JHK wim x amMUHOKHCIOTE B MoOJie-
KyJle TUCTOHA (JIM3MHY WJIM aprHHUHY)
B paliOHEe MHHUIIMATOPA TeHa.

MUCCEHC-BAPUAHT TOoYeyHas
MyTalusi B KOAMPYIOIIEH TOCIeA0Ba-
TEJABHOCTHU T'€HA, IIPUBOAAIIAA K 3aMEHE
AMUHOKHUCIIOTHI.

MUTOTUYECKASA CErPErAuvg
pacnpeneneHue XpPOMOCOM spa,
MUTOXOHAPUH MO JOUEPHUM KIETKAM.

MHO)XXECTBEHHbIH ANMNENU3M
CyILIE€CTBOBAHUC Oonee ABYX
ajiene ¢ Pa3HbIM (I)GHOTI/IHI/I‘ICCKI/IM
MPOSABJIICHUCM.
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M

MHOIFO®AKTOPHOE 3ABOJIEBAHUE

— 3a0ojeBaHMe, pa3BUTHE KOTOPOTO
o0yC/IOBIIEHO ~ KaK  IE€HETHYCCKHMHU
(axropamun (momMMopHBIMU
BapMaHTAaMHM  KaHAWAATHBIX  TCHOB),

Tak W (aKTOpaMH BHEIIHEH Cpebl
1 00pa3a )KU3HU WHIUBHIYyMa.

MHOTFO®AKTOPHDIE BOJIE3HU
—  TIOJIMITCHHBIC  HEHACJICACTBCHHBIC
3aboJieBaHus «C TEHETHUYECKON

mpeaApPacCIiOJIOKCHHOCTBIO».

MHOIO®AKTOPHbIE MOPOKU PA3BU-
TUSQ — aHOMaJIMU PA3BUTHS, BO3HUKIIHE
B pe3ynbTare KOMOMHHPOBAHHOIO BO3-
JIeMCTBHS HACJIEACTBCHHBIX W HEHacJe/-
CTBEHHBIX (TepaToreHHbIX) (paKkTOpOB.

MHOIOLUBETHOE CErMEHTUPOBA-
HUE XPOMOCOM (MultiColor Banding,
MCB) — MeTon MCHOJb30BaHUSI MEUEH-
HBIX  Pa3IMYHBIMH  (IIFOOPOXpOMaMHU
pernon-cnenuduyecknx JTHK-30H7108B,
MO3BOJISIIOIMI  MHAMBUIYAlIbHO OKpa-
LIMBATh Ka)KIbII CETMEHT OINpPEIeIEHHON
XPOMOCOMBIL.

MOBWUJIbHbIE TFEHETUYECKWUE D3JE-
MEHTbI (TpaHCIO30HBI) — HYKJICOTH-
HBIC TOCJIE0BATEILHOCTH, CHOCOOHBIE
NepeMeIaThbesl BHYTPH T'eHOMA.

MOANDUKALIMOHHAA WU3MEH-
YNBOCTb M3MEHEHHsl (PEeHOTHIA
(9KCTIpeccuy TeHOB) 1O AeHCcTBUEM (ak-
TOPOB OKPYXKAOLIEH Cpe/ibl U HE BbI3bIBA-
IOL1E€ U3MEHEHUS B TEHOTHIIE.

2]

MO3AULIU3ZM — TIpUCYTCTBHE B Opra-
HU3ME UJIM TKaHW KJICTOYHBIX KJIOHOB
C pa3HBIMU I'CHOTUIIAMHM.

MOJIEKYNSPHbIA BAPUAHT TFEHA
HU3MCHCHHC HyKJ'IeOTPI,HHOﬁ mocie-
AOBATCIIBHOCTU TC€HA, HC HNPUBOAALICC
K M3MEHCHUIO aMHUHOKHCJIOTHOH IIOCIIe-
JOBAaTCJIbHOCTHU OcIIka.

MOHO3UIrOTHbIE (OAHOSVLEBbIE)
BJIU3HELLbI — IOTOMCTBO, MTOSIBUBIIICECS
13 OJTHOW 3UTOTHI BCIICJICTBHE €€ pa3Jieie-
HUS Ha TCPBBIX dTanax (ecTh BapHaHTHI
Ha 0OoJice TO3HHUX CTAAUIX — CHAMCKHE,
Ha CTaJud TUPPEPSHIIMPOBKH 3aPOJIbI-
IICBOTO JTUCKA).

MOHOAMHUOTUYECKUIN — Tun Onus-
HCIIOB, HMMCHOIINX 06HII/II71 AMHUOTHUYC-
CKUI My3bIPb.

MOHOreEHHOE 3ABOJIEBAHME -
3a0osieBaHNe,  NPUYMHON  KOTOPOTO
SIBISIETCS HOCHTEIbCTBO OIJHOTO

HJIN HCCKOJIBKUX, KaK IMPaBUJio, MaTorcH-
HBIX BApUAHTOB B aJUICJISIX OAHOI'O I'CHa.

MOHOCOMMUA U3MCHCHHE 4YuClia
XpOMOCOM, IpHU KOTOPOM CYILIECTBYET
TOJIBKO OJJHA M3 XPOMOCOM KaKOHW-THOO
TOMOJIOTUYHOM Taphbl.

MOHOXOPUA/JIbHbIN — THII OJIM3HEIOB,
HUMEIOIIHUX OOIIHE XOPHOH U IUTAICHTY.

MOPFAHUAA — cauHHIA U3MEpe-
HUSL PACCTOSHHUSA MEXKAY CHEIUICHHBIMH
reHaMH, COOTBCTCTBYIOIIAsI  OJHOMY

MIPOLIEHTY KPOCCUHTOBEpA.
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MOPYIJIA — KOHEUYHAas CTaaust }.'[pO6J'IeHI/I${
3UTIOThl MHOT'OKJICTOYHBIX JKMBOTHBIX.

MOP®OrEHbI — cnictiuduyeckue 0Ky,
KOTOpBIC BBIPA0OATHIBAIOTCS B CTPOTO
OTIPENICIICHHBIX YYACTKaX TKaHEH U orpe-
JICJIIFOT TYyTh Pa3BUTHSA OKPYKAFOIIUX
KJIETOK.

MOP®OIEHE3 — nporuecc hopMupoBa-
HUS KJICTOK (IIUTOTeHEe3 / KiieTouHast 1ud-
(epeHLMpPOBKa), TKaHEeH (TMCTOreHe3) u
OpraHoB (OpraHoreHes).

MYJNbTUNJIEKCHAS AMNONIUODOU-
KAUUA JIUTMPOBAHHbIX 30HOOB
(MLPA) — meToz, OCHOBaHHBIH Ha THOPH-
JIU3alUK OJIMTOHYKJIEOTHIHBIX 30HIOB C
neneBbiMu ydactkamu JIHK. SBngercs
BapuaHTOM MynsruruiekcHoi ITHP, mpu-
MEHSEMBIM JUISl JICTEKIMH BapHalul
YHcia KOMUH (MHAENBI), BKIIOUas Jiere-
UM ¥ AYTUIMKALUKA TIPOTSHKEHHBIX XPO-
MOCOMHBIX yYaCTKOB.

MYTAFEH — ¢aktop BHemHEH cpeasl
(bu3HUeCKON, XUMUIECKON MITH OHOJIOTH-
YEeCKOH IpUPOJIbL, BBI3BIBAIOLINN YBEIU-
YEHHE YaCTOThI MyTalUi.

MYTATEHE3 — NIpoLEecC BO3HUKHOBEHUS
MyTanuil.

MYTALMS (BapuaHT) — CTOWKOE H3Me-
HEHHE  TEHETUYECKOro  Marepuaa.
TepMHUH «MyTalMs» 4aCTO UCIONIB3YETCS
B 3HAQUEHHUM NAaTOTCHHBIM BapUaHT IEHa,
KaueCTBEHHO  MEHSIOMUH  (YHKIHIO
0EeNKOBOTO MPOAYKTa WIJIM IPUBOASLIMN
K €r0 OTCYTCTBHIO.
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MIOJIIEPOBbI MPOTOKWU (mapameso-
He(palbHbIE NPOTOKH) — AMOPHOHAIB-
HBIC MPOTOKH, M3 KOTOPBIX Pa3BHBAIOTCS
BHYTPEHHHE JKCHCKHE TT0JIOBBIC OPraHbl.
K BHYTpEeHHHM XEHCKHM TOJIOBBIM Opra-
HaM, pa3BUBAIOLIMMCS M3 MIOJUIEPO-
BBIX IIPOTOKOB, OTHOCSATCS (haJUIONHEBBI
TpyOBI, MaTKa, BEpXHss (AUCTAIbHAs)
TPETh BJIarajiuiia.

H

HAC/NNIEQOBAHME — nepenadya Hacled-
CTBEHHOM MH(OPMAIMU OT OJJHOTO MOKO-
JICHUS K JPYTOMY.

HACNEAOCTBEHHDIE BOJIE3HU
OBMEHA BELLECTB — rpynna nepBuy-
HBIX HapyIICHUH 3BeHbEB MeTaboIn3Ma.

HACNEAOCTBEHHOCTb — CII0COOHOCTH
Opl“aHI/BMOB nepez[aBaTL CBOU HpI/ISHaKI/I
HOTOMCTBy.

HACNEAYEMOCTb NMPU3HAKA — 1oisi
TeHOTHUITMYECKOM U3MECHYHNBOCTH B 06H1€I>i
BApUATHUBHOCTHU IPHU3HAKA B IMOIMYJISAUHA.

HErOMOJIOFrMYHbIE XPOMOCOMDI
XPOMOCOMBI, OTJIHYAIOIIHECS 10 Pa3Mepy,
(dbopme, CTPOCHUIO ¥ HAOOPY TCHOB.

HE-APAMBEPHbIE MYTALMM («mac-
CaXKUPCKUCY, «MYTallUn-aBTOCTOII-
HII/IKI/I))) MyTaluu, BO3HHUKAKOIIUEC
B IIPOIIECCE 3TI0KaYCCTBCHHOM TpaHchop-
Malyu U 5BOJIIOIUN OMYXOJICBbIX KJICTOK
u HE SABJIAOIUCCA KPpUTUYCCKUMU
JUTA pa3BUTUA U CYILIECTBOBAHUS OITYXOJIH.
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H

HE3AKOHHAA PEKOMBUHALINSA
BCE  PEKOMOWHAIMOHHBIE  ITPOLECCHI
(MHAYe KPOCCHHIOBEp), MPOMCXOASAIINE
0e3 TOMOJIOTMH MEXIy MOJEKyJaMu
JHK. OcHoBHble BUIbl — penapauus
JIBYLICTIOYEYHBIX Pa3pbIBOB C HETOMO-
JIOTHYHBIM COCIMHEHNEM KOHIIOB
n V(D)J-pexomOunanusi.

HEWUHBA3UBHOE NMPEHATAJIbHOE
TECTUPOBAHMUE CKPHHUHTOBBIN
ananmu3 BHekierouHod JIHK mona,
BBIZICICHHOW M3 KPOBU MaTepu, MPOBO-
JIUMBIM C LENbIO OLICHKH PHUCKa Haclea-
CTBEHHBIX 3a00JICBaHUI MJI0/1a.

HEWPYIA — TpeXCIOWHBIN 3apOJIBILL.

HEMEHOEJNEBCKOE HACJIEOOBAHMUE
(HEeKJIaCCHYECKOe  HACJICIOBaHUC)
TN Tepelay IpU3HAKA/3a00JICBaHHS,
HE NOJUUHSAOIIeecs 3aKoHaM MeHens.

HEOHATAJIbHAAl NMPOD®UITAKTUKA —
MacCCoOBOC O6CH€Z{0B3HI/IC HOBOPOXACH-
HbIX C ICJIBIO PaHHETO (,HOCI/IMHTOMHOI‘O)
BBIABJICHUS HACJICACTBCHHBIX 3a0011€eBa-
HHUI ¥ Ha3HAYCHUS CHCHI/IaJ'II/I?)I/IpOBaHHOﬁ
Tepanunu.

HENO/IHOE AOMWHUPOBAHMUE
TUI B3aUMOJCHCTBUS ayIeneil OmHOro
reHa, IIPU KOTOPOM JIOMUHAHTHBIHN aJlieNb
HE MOJTHOCTBIO MOMIABISET MNPOSBICHUE
penieccuBHOro. Ilpu 3ToM, Kak MpaBHIIO,
BO3HHUKAET IPOMEKYTOUYHBI MpU3HAK,
KOAMPYEMBIH COOTBETCTBYIOLIUMHU ajljie-
JsMu TeHa. [Ipu3Hak 3aHUMaeT mpome-
KYTOUHOE TIOJIOKEHUE MEXKAY TEMU,
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KOTOPBIC OIIPEACIIAIOTCA obonMu BUaaMu
TOMO3HUIOT.

HEPABHbIN KPOCCUHIOBEP
peKoMOMHAIUSI MEXKIY HETOMOJIOTHY-
HeiMu  yuactkamu JIHK, Hampumep,
BHYTPH OIMHAKOBBIX NOBTOPOB. [IpuBoANT
K YBEIUYEHUIO WIM  yMEHBIIECHUIO
KOJINYeCTBa IOBTOPOB B 3TOH obmactu
XpPOMOCOMBI.

HEPACXOXOEHUE XPOMOCOM
HapylleHHe PacHpeneaeHHus TOMOIOTHY-
HBIX XPOMOCOM WJIH CECTPUHCKHUX XPO-
MaTuj B IpoLecce Meio3a WM MUTO03a,
B pe3ysibTare 4yero oOpasyroTcsi KIETKH
C AaHOMAJbHBIM YHCIIOM XPOMOCOM.

HEPEUMMNPOKHbIE TPAHCJ/TIOKALIUU
— OIHOCTOPOHHUWH mepeHoc (parmeHTa
OJTHOI XPOMOCOMBI Ha JIPYTYIO.

HECBAJIAHCUPOBAHHASA NEPE-
CTPOMKA — nproOpeTeHHe Wi yTpaTa
TCHETHYCCKOTO MaTepuania.

HOKAYT FEHA — yfajieHue U3 Opranusma
WIN WHAaKTUBAaLUSl TE€HAa WM TPYIIIbI
TEHOB.

HOKOAYH FEHA — HarpaBJIeHHOE CHU-
JKEHHE OKCIpPEecCCHH TeHa (Hampumep,
c nomouipto PHK-unTephepennnm).
HOHCEHC-BAPUAHT - BapHaHT
HYKJICOTUZAHOW  IOCIIEI0OBATEILHOCTH,
MPUBOAAIIMH K  NPEXKIECBPEMEHHOMY
00pa3oBaHMIO CTOM-KOJAOHA M TEPMHUHA-
LM TPAHCIISLIUH.
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o

HOHCEHC-CYNPECCOP — reH TPHK,
collepKalluil MyTauuio, TPUBOASALIYIO
k tomy, uro TPHK wmoxer wuntepmnpe-

THUPOBATH TEPMUHUPYIOIIUN KOJIOH
KaK aMHHOKHCIIOTY.
HOPMA PEAKLUUA — Mpeaesl,

B KOTOPBIX MOXKET U3MEHSTHCS MPU3HAK
y ocoleii ¢ OnpeaereHHbBIM TeHOTHUIIOM
WK OpeAenbl, B KOTOPBIX MOXET H3Me-
HATBCSL (DCHOTHII TIPU  ONPENICIICHHOM
TEHOTUIIE.

HOCUTEJ/Ib — oOprasusm, MMEIOIIH I
B JIaHHOM JIOKyC€ KaK HOpPMaJIbHBIN
JIOMUHAHTHBIA ajulenb, TaKk M MYTaHT-
HBI pEleCCUBHBIN, 00YCIIaBINBAIOIINN
pasBUTHE PEIECCUBHOIO 3a00JICBaHUS,
HO HE NPOSIBIISIOIINIICS B EHOTHIIE.

HYJNIEBASI MYTALMS (HyJIb-MyTalus,
null mutation) — MyTamus, Ipu KOTOPOH
TIOJTHOCTBIO MCYE3aeT aKTUBHOCTH OIpe-
JICTICHHOTO TTPOJTYKTa.
HYJIJIUCOMMUA — OTCYTCTBHC Maphbl
TOMOJIOTHYHBIX XPOMOCOM.

O

OBOrEHE3  (oorenes) pouecc
00pazoBaHMs )KEHCKHUX MOJOBBIX KIIETOK.

OAHOHYKNEOTUAHDbIN FEHETUYE-
CKUA BAPUAHT (Single nucleotide
variant, SNV) — repMuHanbHas 3aMeHa
OJJHOTO HYKJICOTHJAa B ONpEIeICHHON
MO3UIMK B TeHOME. JlensTcst Ha 3aMeHy
B HEKOAMPYIOLIMX 00JIACTSAX M KOAUPYIO-
muxX obnacTsax (B ATOM ciydae TOBOPST
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0 CUHOHHMHYHEIX — CEMCEHC — U HECH-

HOHUMUYHBIX BapHaHTaX — MHUCCEHC,
HOHCCHC).
OAHOPOOMUTEJIbCKAA ancomMud

(OP/) — sBeHme, mpu KOTOpPOM pebde-
HOK TIOJIy4aeT JBE KOMHMHU OJHON XPOMO-
COMBI MJIM €€ YacCTH OT OJAHOTO POAUTEINS
U HY OJHOM KOMHHU OT APYTOro.

OHKOFEHbl —  TrcHBHI, MPOLYKTHI
KOTOPBIX MOT'YT CTHMYJIMPOBaTh 00pa-
30BaHME ONYXONMU. SBISIOTCA MyTaHT-

HBIMH  BapuWaHTaMH  MOPOTOOHKOICHOB
1 aHTHOHKOTCHOB.
OHTOrNEHETUYECKAS U3MEH4YMU-

BOCTb — M3MEHYMBOCTh, BO3HUKAIOIIASA
B pe3ysbTare 3aKOHOMEPHOI'O pPa3BUTHS
0Cco0M B XOII¢ WHAWBUAYAIILHOTO Pa3BU-
TUsI, KOHTPOJIHUpYy€EMas €€ FTEHOTUIIOM.

OPTOJIOI'N TOMOJIOTUYHBIC T'€HBI
Y pPasHbIX BUJOB, BBIIOJHAIONIUE OIHU-
HAKOBBIC (DYHKIMH ¥  TIOJyYCHHBIC
OT 00IIero mpe/Ka.

OTXMI OHK — oOpa3oBaHHE IBYIICIO-
YEYHOH CTPYKTYPHl M3 KOMILICMEHTap-
HbIX oauHOYHBIX nernen JJHK.

OTKPbITAA PAMKA CHYUTbIBAHUA
— 1. Yuacrox JJHK wmexnay crapr-ko-
JOHOM U  CTON-KOJOHOM, HOTEHLHU-
QIPHO CHOCOOHAs KOAMPOBATH OCIIOK;
2. TlocnenosarenpHocTh JIHK, wuwmcio
HYKJIEOTUI0B B KOTOPOW MOXKHO pasjie-
JIUTH HA TPU U OTPAHUUYEHHAs CTOM-KOJ0-
HOM (TPaHCKPHUIITOMHOE 1 METareHOMHOE
nousitue); 3. IlocnemoBarenbHOCTB
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HYKJIEOTU/IOB, HE coAepxKaiias CTOI
KOZIOHOB. B cBfA3M ¢ OTNMUMSIMU B CTPO-
eanun JIHK y »sykapumor u Oaxrepuit
U apxed, NOHATHE OTKPLITOM paMKu
CUUTBIBAaHUSI B IYKapUOTUYECKHX Opra-
HU3Max NMpuMeHuMo Toibko aist MPHK,
TaKk KaK MHTPOHBI MOTYT COJEpXkKarb
CTON-KOJOHBI, M MpPOLECC TPAHCIALUU
MOXET HauaTbCs HE C MEPBOTO KOJOHA,
TaK Kak MepBbIi KOJOH HE BCErJa MOXKET
SIBIISITHCSI CTAPTOBBIM.

n

NANTMHOPOMHASA MOCJ/IEAOBA-
TEJIbHOCTb — 110CJIEI0BaTECIIbHOCTh
HYKJICOTHIIOB, 4YHTaeMasi OJMHAKOBO

B 000MX HanpaBJICHUAX, UMCIOIIIasA B3aun-
MOKOMINJIEMCHTAPHBIC MPaByr0 M JICBYIO
IIOJIOBHUHBI.

NMAHMMKCUSA (cBOOOIHOE CKpEIIrBa-
HHE) — CBOOOIHOE CKpeNIMBaHUe 0co0ei
B MpEeNax MOMYISLHH.

MAHEJIb FTEHOB (TeHeTHYeCKask MaHelNb)
KOMITJIEKC TEHOB, CrpPYIITHPOBAaHHBIX
JUIS. MOJIEKYJISIPHO-TEHETHYECKOTO HCCIIe-
JIOBAHHMSI, YTO ITO3BOJISIET OJHOBPEMEHHO
CEKBEHHPOBATh BCE I'CHBI, BHI3BIBAIOLIHE
orpezielieHHOE 3a00JeBaHKe, CHHIPOM
i QEeHOTHII.

NAPAOOKC LWEPMAH — TEpMuH,
HCIIOJIB3YIOLIHICS 1A OITMCAaHUA
narTepHa HacJICAOBaHUA CHHApOMa

nomko#  (pparmabHOM)  X-XpOMOCOMBI.
HacnenoBanue nomMkol X-XpOMOCOMBI
MIPOUCXOIUT o X-CIeIIeHHOMY
pEUECCUBHOMY THUITY, OJHAKO, Hepe-
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nada OOJIC3HW BO3MOXKHA OT 3I0POBBIX
JKEHILWH, KOTOpbIE HE SIBJISIOTCS HOCH-
TenpHUIAaMU MyTauuu B reHe FMRI,
HO SIBJISIIOTCS. HOCUTEJIbHUIIAMH [TPeMyTa-
LMY TI0 JTAHHOMY T'eHY.

MAPAJZIOrM — TOMOJIOTHYHBIE TI'CHEI,
MpUHAAJEKAIIUE OpPraHu3MaM OJHOTO
BUJIa U BO3HHUKAIOUIME B pe3yjbrare
OyMIMKAlUd ~ OT  HCXOJHOTOo  TeHa.
[Ipumepom mapanoroB MOryT CIyXHUThb
OICHHBI Ha X XpOMOCOME Y YeJIOBeKa.

NMAPALEHTPUYECKAA UWHBEPCUA
HWHBEPCUA YUaCTKa XpOMOCOMBI B Mpeac-
JIaX OJHOTO I1jIC4a.

MNATOrEHETUKA - Hayka, HM3y4aromias
HACJICJICTBCHHBIC ~ MCXaHW3MBI  Pa3BHU-
THS TIATOJIOTHYCCKUAX TPU3HAKOB U MyTH
MPEBPAILCHIS] «aHOMAJBHOT0» TE€HOMA
B (eHoTun maroysoruu. MeauIrHCKas
MATOTCHETHKA u3yvaer reHeThye-
CKMH TaToreHe3 OoJie3HEW dYelloBeKa,
KaK HaCJIC/ICTBCHHBIX, TaK U 3a00JICBaHUI
C  TEHETHMYECKOM  MpeapacroyioKeH-
HOCTBIO, OOBSCHSIOIIMH BeCh IYTh
OT TCHOMa [0 TIPOSBICHUSA OOJC3HH
Ha BCEX YPOBHSX OpPTaHU3aIMH BO B3a-
HMOJICHCTBUU C OKpyXarouiei cpenoit
U B KOHKPETHOM CEMEWHO-TMOMYISIHUOH-
HOM KOHTEKCTE.

NMATOrEHHbIA BAPUAHT - BapuaHT
HYKJICOTUHOU [TOCJIE0BATENBHOCTH
reHa, SBISIIOIIUICS MPUYMHON JaHHOTO
3a00J1CBaHHUs.

NEHETPAHTHOCTb — 1. BeposTHOoCTb
MpOSIBJICHUS] BapuaHTa ajuieis TeHa;
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2. Yacrora (EHOTUNHNYECKOTO IPOSIB-
JIeHUs BapuaHTa TIeHa B MOMYJSAIHH.
[leHeTpaHTHOCTb SBIISETCSI CBOWCTBOM
KaK JOMMHAHTHBIX, TaK U PELIECCUBHBIX
asenei reHoB.

MEPBUYHBIE (MPUMOPAUAIbHDIE)
MONOBbLIE KJIETKU (TOHOLUTHI)
yHI/IKaHLHHﬁ THUIT KJICTOYHBIX J'II/IHI/IfI,
KOTOpBIA (OpMHUpyeTCsl HAa paHHHUX CTa-
JAUAX 3M6pI/IOHaJ'IBH01“0 pa3BUTHA U OaCT
HavaJio CricpMaTro3oniaM U OOrTaM.

MEPBUYHbIA TPAHCKPUMNT — Mole-
Kylla PHK, TpaHCKpUOMpPOBaHHAS
C COOTBETCTBYIOILIETO F€Ha, KOTOpasi BIO-
CIEJCTBUU MOABEPracTCs MPOLECCUHTY.

NEPULUEHTPUYECKAA WHBEPCUA
HMHBEPCHS y4acTKa XpOMOCOMBI, 3aTparu-
BalOILAsl HEHTPOMEDY.

NMNABJIEHUE (AEHATYPALMA) AOHK
mpolecc paspyuleHus BOAOPOAHBIX
CBs3€l B JBYLEMOYEYHOW MOJIEKYJE
JIHK.

NAEAOTPOIMUS — MHOKECTBEHHOE J€Hi-
CTBHE T'€HOB, CIIOCOOHOCTEL OJHOTO IeHa
OTPEIETSITh HECKOJIBKO MPU3HAKOB.

NIA3MUOA [UTOTIIA3MAaTHYE CKU I
TCHETUYECKUI DSJIEMEHT, B OCHOBHOM
OaKTepHaIbHOI MPUPOJIBI, TPEICTABICH-
HBIM Majo kombieBoi JIHK, ciocoOHo#
K JJUTEIbHOMY aBTOHOMHOMY CyIlle-
CTBOBAHMIO U peruiMKauu. Berpeyatrores
y OakTepuii W HEKOTOPHIX JPYTUX
OpraHu3MOB.
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MNALLEHTA — BpEMEHHBbIH crenuam-
3UPOBaHHBIA  OpraH, pPa3BUBAIOLIUICS
Ha OMpPEICICHHOM JTare O0epeMEHHOCTH
IpY aKTHUBHOM Yy4YaCTHU [BYX B3aUMO-
JCHCTBYIONINX CTOPOH (MaTepH U IUI0AA),
COCTOSIIIMKM W3 TKaHEH U 00ecreunBaro-
i Hawbojee MpPUEMIIEMBIC YCIIOBUS
pasBuTHA U pOCTa Pa3BHUBAIOLIETOCS
opraHusma.

MNALEHTOBUONCUA — BuUJ WHBa-
3UBHOW MpeHaTajbHOW JUArHOCTHUKH,
3aKJIIOYAIONIMICS BO B3SITHU U aHAJIM3E
TKaHU TUIALICHTHI C LEJIBK HUCKIIFOUCHUS
BO3MOXKHOI HACJICACTBECHHOM IIaTOJIOTUU
nIoja.

MOKPbITUE — KOJIMYECTBO pa3, KOTOPOE
OBLT MIPOYUTAH KXl yYACTOK TEHOMA
B IIPOLIECCE CEKBCHUPOBAHMS.

NONMMAAEHWTIUPOBAHME — >Tamn 1npo-
neccurra MPHK, npu xoropom k 3’-koH1y
MOJIEKYJIbI ITPUCOEANHSETCS MPOTSHKEH-
Hasi IOCIJIEA0BATENbHOCTb, COCTOSIIAs
13 aJICHWIOBBIX HYKJICOTHJIOB.
MNOJIUFEHHOE 3ABOJIEBAHME —
3abosieBaHne, OOYCIIOBICHHOE MYTallH-
MU W/uaM  noiauMopdusMamu  (Tato-
TeHHBIMH W/WJIM YCJIOBHO INMaTOT€HHBIMU
BapHaHTaMH T'€HOB), IPUCYTCTBYIOIUMHU
Oosiee 4eM B OJJTHOM T'CHE.

NMOJIUFEHHOE HACJIEAOBAHME
HacCJICa0BaHHUC, HC MOAYHUHAOIICCCS
3aKOHaM MCH}ICJ’IH; HaCJICAOBaHUC (I)CHO-
TUIMMAYCCKUX IMPU3HAKOB O6yCJ'IOBJ'I€H0
ABYMS U Oonee reéHaMu, IpU 3TOM JaHHBIC
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MIPU3HAKH MOTYT OBITh PE3YJIBTaTOM «B3a-
HMOJCHUCTBHUS» MHOKECTBA T'€HOB.

nonurmpPAMHUOH — yBeIHUYCHHE
KOJIMYECTBA OKOJIOILIOAHBIX BO/I.

MOJIMMEPUSA — Tull B3aUMOAEUCTBUS
annenedl  pasHbIX TEHOB, NpPU KOTO-
POM BBIP@)KEHHOCTh NPU3HAKA 3aBUCHUT
OT KOJIMYECTBA JOMUHAHTHBIX M peLec-
CUBHBIX ajuieniedl (KyMyJIsTUBHAs) WIN
OT HaJIM4usl WU OTCYTCTBHUSI PELIECCUB-
HBIX aiienell (HeKyMyJIsITHBHAS).

NMOJIMMEPA3HAA LEMHAA PEAK-
uua (I11IP) — meTom MONCKYISIpPHOM
OMOJIOTHY, 3aKJIIOYAIOIIUICS B ITONyde-
HUM MHOXKECTBA KOINHUH OIPE/ICICHHOTO
¢parmenta JIHK. Coyxur ocHoBoi
Juis  OONBILIOTO  KOJIMYECTBA METOJOB

MOJIEKYJIIPHO-TEHETHYECKOH  JTHarHo-
CTHKH
nonnMMoPousM — 1. [Noxumopdusm

reHa — BapUaHT HYKJIEOTHJHOH mocie-
JIOBATENIbHOCTH, MPH KOTOPOM HPOIYKT
OKCIPECCUH JAaHHOTO I'€HA HE BBIXOAUT
3a Mpefiesbl HOPMBI peakuy OpraHu3Ma
n BCTpewaeTcs ¢ 4vactorod Oomee 1%.
TepMuH «1OITMMOPHHU3M» YaCTO UCTIONb-
3yeTcs B 3HAUCHUU YCIIOBHO-ITaTOr€HHBIN
BapUaHT TCHA, W3MCHIIOUMH (yHK-
LUOHANBHYK0 AaKTUBHOCTb MPOJYKTa,
Y4YacTBYIOIIEr0 B KaKoM-IMOO MeTabo-
auueckoM nukie; 2. [eHoTunmueckuii
MoMUMOP(U3M — pasziauyue B MOCIENO-
BarenbHOCcTH JIHK y ornenbHbIX sronmeit
iy nonynsunit; 3. Kinnnuueckuit monu-
MOpdH3M — pa3zHOOOpasue B IPOsIBIIC-
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HUAX CHUMIITOMOB M XapaKTEpEC TCUCHUA
3a00J1€BaHUs Yy IagUCHTOB.

nonnniaongua — yBelIMYCHHC 4YHCIa
HaOOpOB XPOMOCOM, KpaTHOE TaIrlIOWI-
HOMY. Y 4eJIOBEKa BBIIEIISIOT TPHILIO-
nanio (2n + n = 69) U TETPAIIOUANIO

(2n+2n=292).

nosIMCOMUA — Haimuuue B XPOMO-
COMHOM Habope JOITOJIHUTEIIbHBIX
KOMUit TOMOJIOTUYHBIX XpOMOCOM

2n+2,+3uTn).

MNOJIMDAIUA — U30OBITOYHBINA AIICTHT,
IPOKOPINBOCTb.

MOJIHOFrEHOMHOE CEKBEHUPOBA-
HUE (Whole-genome sequencing, WGS)
METOJI MOJIEKYISIPHO-TEHETHUYECKOM
JIMarHOCTUKH, MO3BOJISIOIINI aHATU3H-
pOBarh BCIO U MPAKTHYECKU BCIO MOCIIE-
JIOBAaTeNIbHOCTh TEHOMA.

NOJTHOE AOMMUWHUPOBAHME BU
B3aHMOHCﬁCTBHH ajienen OJHOIo reHa,
nopu KOTOpOM ,HOMI/IHaHTHHﬁ aJlJIC]Ib
IIOJABJIACT pCHGCCHBHLIﬁ.

MOJTIHO3K3OMHOE CEKBEHUPOBA-
HUE (Whole-exome sequencing, WES)
METOJI MOJIEKYJISIPHO-TEHETHYECKOU
JMAarHOCTUKH, IO3BOJISIIOIIUI  aHAIH-
3UPOBATh IOCIEIOBATEILHOCTh JK30Ma
HUHIUBHYyMa.

MOSIHOFEHOMHbIA TMOUCK ACCO-
UMALMIA (Genome-wide association
study, GWAS) — HampaBJcHHEC TCHETH-
YECKUX HCCICIOBAHUMN, MO3BOJISIOIIIX
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n

YCT@HOBUTDH CBS3b MEXy KaKHMH-ITHOO
(beHOTUTIIMYECKUMU TTPHU3HAKAMHU W TeHe-
TUYECKHUMU Mapkepamu. Takue uccieno-
BaHUsl OCHOBAHbl HA CPAaBHEHHMU YacCTOT
OOIIBILIOTO  KOJMYECTBA IOJMMOPQHBIX
BapUaHTOB B TpyIINe JIIOAeH, obnanaro-
KX 33JaHHBIM TPU3HAKOM (MMEIOIINX
Kakoe-1100 3a005eBaHne), U B KOHTPOJIb-
HOM rpymme.

MO/IOBOM XPOMATUH (X-XxpoMaTuH
1 Y-XpOMaruH) — yIbTPaKOMIaKTH30BaH-
Hasl [10JI0Bast XpoMocoMma y ocobeit romo-
TraMCTHOT'O I10JIa JaHHOI'O BHUa.

NMONOBbLIE XPOMOCOMbI — XpoMmo-
COMBI, OTIIMYAOMIHECS Y 0c0o0ei pa3HOTO
IoJjia JaHHOTI'O BH/Jd, B KOTOPBIX PaCIIOI0-
JKCHBI T'CHBbI, OIMPCACIIAOIIUC IO U CLEe-
TIIJICHHBIC C MTOJIOM MMPU3HAKU OpraHnu3ma.

NOTEPHA FETEPO3UIOTHOCTU
(Loss of Heterozygosity, LOH) — ¢opma
ayuieNnpHoOro jaucbananca, MpH KOTOPOi
W3HAYaIIbHO TeTEePO3UTOTHBIC (Aa) coma-
THYCCKHE KJICTKH CTAHOBATCS TOMO3H-
TOTHBIMH (2a) BCJICACTBHE H3MCHCHHUS
9KCIPECCUH WM YTPaThl OJHOIO T'eHA.
SIpieHMe HaOMIOOACTCS B 3J0KAYCCTBCH-
HBIX OIYXONSIX B PE3yJbTare yTPaThl
AKTUBHOCTH HOpMasibHOrO amiens (A)
TeHA-CyIIpPeccopa OIyXOJIICBOTO POCTa.
MoxeT OBITh MEXaHM3MOM HHAKTHBA-
OUA HOPMAIIBHOTO (HE COICpIKAIIEro
HACJICNCTBCHHON  MyTalMH)  ajuiess
reHa-cympeccopa MpH HACICACTBEHHBIX
OITYXOJISIX.

NMOTOK FEHOB — IIEPECHOC I'CHOB MEXKIY
MOIYJISIIUSIMMU.
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NPAMMEP — 1. KopoTkas cmeraHHas
I0CJIEI0OBATEILHOCTD U3 PpHOO- M J1€30K-
CHPHOOHYKJICOTH/IOB, CUHTE3UPOBaH-
Has  mpaiMasHBIMM  CyObeMHHMLAMHU
JHK-nonumepassl-a, ciryxKaiasi MeCTOM
Haganma  paborel  JIHK-momumepas-o
n —¢; 2. VICKyCCTBEHHO CHUHTE3HPOBAH-
Hasi KOpPOTKas LEeMNoYKa HYKICOTHIOB
(15 30 mH.), KOMIUIEMEHTap-
Has  BBIOpAaHHOMY  y4YacTKy  OJHOMU
n3 neneit ananuzupyemont IHK; ciyxur
3aTpaBKOM sl MONMMEpa3 B LUKIAX
aMIUTH(UKAIHH.

NMPErPABUOAPHAA NOANOTOBKA
KOMIIJIEKC MEPONPUITHI, HAallpaBICHHBINA
Ha IOJIrOTOBKY OpraHu3Ma MaTepH K 3a4a-
THUIO ¥ POXKJIEHUIO 3/J0POBOTO MOTOMCTBA.

MNPEOEN XEA®NIUKA — JIUMHT KOJNHU-
4YEeCTBa JENIEHUH COMAaTHYECKUX KIIETOK.
Jnst  OONBIIMHCTBA KIIETOK YEJIOBEKA
mpefen uucia JENeHUH  COCTaBiseT
oT 24 1o 32 (B crienuaNbHBIX KYJIBTYPalb-
HBIX YCJOBHSIX 110 52).

NMPEMMNNIAHTALMUOHHOE FEHE-
TUYECKOE TECTUPOBAHMUE (III'T)
UCCIICIOBAaHUE  KJIETOK AMOpHOHA
C LENbl0 JUArHOCTUKU HACJIEACTBEH-
HBIX 3a00JICBaHUI. CyectByet
tpu Buma III'T [I'T-A  (mowmck
aneyrutonuid), III'T-CIT (mouck cTpyk-

TYPHBIX ~ XPOMOCOMHBIX  II€PECTPOCK)
n III'T-M  (momck  MOHOTEHHBIX
3a00JICBaHuUI).

NMPEMYTALUMUSA — 1ipu 0OJIE3HAX DKCIAH-
CHHU TPUHYKIICOTUAHBIX ITOBTOPOB, COCTO-
SIHUE, IIPU KOTOPOM KOJIMYECTBO ITIOBTOPOB
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IPEBBILIAET  HOPMAIBHOE  3HAUYCHUE,
HO HE BBI3BIBACT CHMITOMOB 3a0o0IeBa-
Husi. COCTOSIHME MPEMYTAallUU HE BBI3bI-
BaeT CUMIITOMOB JaHHOTO 3a00JIeBaHMS,
OJHAKO, MOXKET HMETb aCCOLUUPOBAH-
HbIE ()CHOTHIIBI (HAIIpUMeEp, MpeMyTamus
npu cueapome Mapruna-benn moxer
BBI3bIBaTh TPEMOP-ATAKCUI0 Y MAJIBUMKOB
U IPEXIEeBPEMEHHOE UCTOILEHHE AUIHU-
KOB Y JICBOYEK).
MPUOH — WHPEKUMOHHBIM  areHr
OenkoBor mpuponsl. [IpuoH BemeT cebst
KaK HaclelyeMbl NpU3HAK HECMOTPS
Ha TO, YTO HUKAK HE CBSI3aH C HyKJIEUHO-
BBIMH KHCJIOTaMH.

NMPOrPEAMEHTHOE
YBCJINYCHUC TAXKECCTU
C TCHCHHUEM BPECMCHMU.

TEMEHMUE
3a00JIeBaHUs

NPOAYKT FEHA — KOAUPYEMbBIH TeHOM
6enox niu PHK.

NPOJIUDEPALLUA
KJICTOK ITyTEM JICIICHUSI.

oOpa3oBaHme

MPOMOTOP — pEryJsTOPHBII y4acTOK
reHa, Ha KOTOPOM COOMpaeTcss WHHIM-
HPYIOIIUN  KOMIUIEKC TPaHCKPUIMLNY,
K KOTOpPOMY, B CBOIO OYepe]b, IpUcoe-
munasercs JIJHK-3aBucumas PHK momnm-
Mepasza. s pasnbix PHK-mommmepas
IIPOMOTOP HAXOAUTCS B Pa3HBIX y4acTKax
reHa — Hanpumep, s PHK-nommmepas
I u 11 on HaxomuTCs Mepen Koxupyroumen
4acTblO TeHa, a Juii nonumepassl 11 —
BHYTPH KOJUPYIOLIEH YacTu reHa.
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MPOTEOM — COBOKYNHOCTH OCJIKOB,
CUHTE3UPYEMbIX KJIETKOI1, TKaHbIO

nin OpraHu3MomM
nepuoa BpEMCHHU.

3a  ONpEIeNICHHBIN

NMPOTOOHKOrEHbI — TCHBI, IPOAYKThI
KOTOPBIX ~ CTHUMYJIUDPYIOT  KJICTOYHBIN
K (pakTopsl pocTa, penentops! (ak-
TOpoB pocTa, G-0enKy, MPOTENHKHHA3BI
1 GaKkTOpbI TPAHCKPHIILIUH).

NMPOLLECCUHT — COBOKYITHOCTD IIPOIIEC-
coB Moxudukaruu PHK nnn Genkos.

NCEBAOAYTOCOMHDIE PAMOHDI
TOMOJIOTHUYHBIC YYaCTKH MOJOBBIX
XpOMOCOM, B KOTOPBIX IIPOMCXOOUT
KOHBIOTALIMA.

NCEBAOAYTOCOMHOE HACJ/IEOOBA-
HUE — HacienoBaHHE I'€HOB, PacIoJio-
JKEHHBIX B IICE€BA0AyTOCOMHBIX PalOHAX.
NCEBAOFEH — He(yHKIMOHAIbHBIC
aHaJIOTH CTPYKTYPHBIX I'€HOB, yTpaTHB-
IIMe CIIOCOOHOCTh KOAMPOBATH OEIOK,
HE OKCIPECCUPYIOTCS B KIICTKE.

P

PAMOH (REGION) XPOMOCOMbDI
HCIIONB3YeTCsT B HOMEHKJIAType XPOMO-
COM 4YelloBeKa JUIs OIMMCAHUs ydacTKa
Iie4a  XpOMOCOMBI,  PAacIOJIOKEHHOTO
MEXIY YETKO BHIMMBIMH OPHUEHTHPAMHU
(landmarks), TaknmMm Kak LEHTpoMepa,
KOHIIBI XPOMOCOMBI 1 HEKOTOpPBIE OH/IBI,
Bcerna BbIsBIsieMble Tnpu  auddepen-
LUaJbHOM OKPAlIMBAaHWM HE3aBUCHMO
OT CTETIeHH KOH/ICHCAIIH XPOMOCOMBI.
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P

PAK METAXPOHHbIN OITyXOJIH,
BO3HHUKIIHE HE3aBUCUMO B T€YEHHE 00JIee
yeM 6 MECSIIEB.

PAK CHUHXPOHHbIA —  omyxouu,
BO3HUKIIUE HE3aBHUCHUMO B TCUYCHHC
6 MecsILeB.

PACYETHbIA PUCK — TCOpETHYCCKHI
PHCK, KOTOPBIH MOXHO pacCYHMTaTh
MaTeMaTHYCCKH.

PEryndPHAA TPUCOMMUSA — Hanuyue
JIOTIONTHUTENBHOI XPOMOCOMBI BO BCEX
KJIETKaX OpraHu3Ma.
PEOAKTUPOBAHUE MPHK - Bapu-
aHT peryasiuuu paboThl TEHOB, B XO#E
xortoporo B MPHK Moryt npoucxoauts
XMMHUYECKUE MOIU(HKAIMH, BCTaBKH,
JIeNeUH UK 3aMEHbl HYKJIE€OTH/IOB.

PEKOMBUHAHTHbBIE XPOMOCOMDbI —
XPOMOCOMBI C JeJIeuel / TyTuInKanne,
BO3HUKIIINE BCIEACTBHE KPOCCHHIOBEpA
CTPYKTYPHO M3MCHEHHOW (Walie WHBEp-
TUPOBAHHOM) XPOMOCOMBI POJUTENSL.

PEKOMBUHALNA FEHETUYECKA4A
nepepacipeicicHHe TeHETHYCCKOTO
Marepuaga IyTeM pa3pblBa U COCIH-
HCHHSI Pa3HBIX MOJICKYJ, MPUBOISIICE
K IOSIBJICHUIO HOBBIX KOMOHHAI[UI I'€HOB
WIH IPYTUX HYKICOTHIHBIX MOCICIOBA-
TEILHOCTEH.

PEMAPALUA — mpoliecc BOCCTaHOBIIC-
Hus nospexaenuit JTHK.
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PENAPALUA ABYLEEMOYEYHbIX
PA3PbIBOB — BOCCTAaHOBJICHHEC CTPYK-
Typs! Monekynsl JJHK npu oOpazoBanmn
MIOBPEX/ICHUH OJHOBPEMEHHO B 00eHX
uersix JJHK.

PENAPAUVA OBYLIEMNOYEYHbIX PA3-
PbiIBOB C MUKPOIoMOJIOrMYHbIM
COEAUHEHMEM KOHLOB (anLTep—
HaTUBHOE HETOMOJIOTUYHOE COEIUHE-
nue koHno, MMEJ, Alt-NHEJ) — Bun
penapauuy JABYLENOYEYHBIX Pa3pbIBOB
JHK, npu koropom [uisi COeIMHEHUSs
xonnoB JIHK ncnons3yrorcs nHebomnbime
mo mpotTskeHHocTH (2 - 20 HyKJIeoTH-
JI0B) TOMOJIOTUYHbIE APYT IPYTY YUACTKU
HYKJICOTUJHOM  MOCJEN0BATEIbHOCTH,
PACIIOJIOKCHHBIE IO O0CUM CTOPOHAM
OT MecTa pa3pbiBa.

PENAPALUA ABYLLEMOYEHDbIX
PA3PbIBOB C HENoMOJIOrMYHbIM
COEAVMHEHUWEM KOHLIOB (non-
homologous end joining, NHEJ) — Bun
pernapanyuy JBYLENOYCUHBIX Pa3pbIBOB
JHK, npu KoTopoM HpPOHCXOIUT CLIH-
BaHHME Pa30pPBaHHBIX (ParMEeHTOB KOHEIl
B KOHeIl.

PENAPAUMUA HENPABWU/1bHO CINA-
PEHHbIX OCHOBAHMUA (MuCMATY
pemapanus, mismatch repair, MMR)
pemaparnust  OmMOOK, BO3HUKIINX
B pE3ylbTare pPEIUIMKAlMU WM PEKOM-
ounamm  JIHK (k Takum ommOkam
OTHOCSITCS CBSI3b MEXIY HEKOMILIEMEH-
TapHBIMH HYKJICOTUIAMHU, BCTABKH WA
JIeNIeINU HYKIICOTHIOB).
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P

PENAPALUA NMOCTPEN/INKATUB-
HAS BUJI pPEIUIMKAalliH, 3aIycKae-
MBI B Cllydae, KOIJa OSKCLUU3UOHHAs
perapanus oOkasajach HedI(PPEKTUBHOU
IIPU WCTIPABJICHUM OIINOOK, BO3HUKILINX
B Ipouecce pemnaukanuu. Yame Bcero
HCIONB3YyeTCd TIOMOJIOTUYHAs  PEKOM-
OvHanms. Pemapanuro MOBpEXACHHH,
3arparuBaronx o6e nenm JIHK (pas-
PBIBBI WJIM CIIMBKH) TPYAHO OOECIIEUUTH
3a cueT ’Kkcuu3uu. B cimyuae, ecnu nocne
pemIMKaluy TOSBISIETCS CECTPUHCKas
mosiekyna JIHK, oHa MOXeT CIyKuTh
MaTpullel 171 TOYHOTO BOCCTAHOBJIECHUS
MOBPEXKICHHOH Lienu.

PEMAPALUA NO TUNY TOMOJIO-
TMYHONU PEKOMBUHALUMU BUJ
penapaniy JABYLEHNOYCYHBIX Pa3phIBOB,
Opd  KOTOPOM B KAa4eCTBE MAaTpPHIIBI
JUIS BOCCTAHOBIICHHUSI Pa3pbiBa HCIOJb-
3yeTcsl HeMOBPEXKIACHHAS 001acTh rOMO-
JIOTUYHOH  XPOMOCOMBI  (CECTPHHCKOM
XpoMatusl). EMMHCTBEHHBII MpakTHYe-
cKku 0e30ImMO0YHBIN crioco0 penapanun
JIBYHUTEBBIX Pa3pbIBOB.

PEMAPALIUA TNMPAMA4A yCTpaHe-
nue nospexaeHuit JTHK ¢ nomoursto
(epMeHTOB, TIpOTEKaloliee B  OIHY
craauto. OCHOBHBIE BUJIBI IPSIMON pemna-
pammu — (oTOpeakTHBALAS U TIPSMOC
JIEMETUIMPOBAHUE ANKUITUPOBAHHBIX
OCHOBaHMH C BOCCTAHOBIEHHEM pa30-
pBanHOil  ochommddupHOt  CcBs3M
B oanod u3 wnened JHK. V uyenoseka
(oTOpeaKTHBAINHU HET.

PENAPALUA
(TpaHCIIe3NOHHBIH

TPAHCJ/IEBUOHHASA
cunre3, TLS)
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MPONO/KEHUE CHHTE3a HOBOWM  LIeMU
JHK mno yuwactky MaTpu4yHON 1emu,
coAeprkalleMy  IOBpPEXJICHHE, OCTa-
HaBIJIMBAIOIIEE PAa0OTy pPEIUIMKAaTUBHBIX
JHK-nonumepas. OcyiecTsisieTcst
C MOMOILBIO IPUBJIEUEHUS TPAHCIE3HOH-
wbix JTHK-nonumepas.

PENAPALINA 3KCLUMU3UOHHAA
MIPOLIECC YAAJICHUSI MOBPEKICHHBIX a30-
TUCTBIX OCHOBAaHMH WJIM HYKJICOTHJOB
IyTeM 0Opa30BaHUsI HEOOJBIINX OJHOTO
WIN JBYX OJHOLCTIOUCYHBIX Pa3pPHIBOB
1 JIOCTpanBaHUsI HEAOCTAIONIETO y4acTKa
10 MaTrpulle KOMIUIEMEHTapHOW LEMH.
Bblensior Ba OCHOBHBIX MEXaHHM3Ma
sKcum3noHHOM pemnapaunu: BER (base
excision repair, OSKCIM3MOHHAs perma-
paunst ocHoBanuil) u NER (nucleotide
excision repair, 3KCIM3HOHHAs perapa-
1S HYKJICOTHIOB).

PEM/IMKALMUA — npolecc yABOEHHS
monekynsl JTHK.

PEM/IMKOH — enuHHUIA peIUINKalUu
y DyKapHOT.

PEMNPECCUA FEHA — 1TI0J1aBJICHUE TPaHC-
KPHIIIMH TeHA C TIOMOILBIO CHIEIHABHBIX
OenkoBbIX (akTopoB. Perpeccust ObBaeT
MO3UTUBHOM U HEraTUBHOM.

PECTPUKLMOHHbIA AHANN3 — MeTOJ
pabotsl ¢ JIHK ¢ npumeHeHnem sHI0HY-
KJiea3 pEeCTPHUKINH, TO €CTh (EepPMEHTOB,
koropeie BHociaT B JIHK nByuenoueu-
HBIA pa3pblB, HO TOJIBKO B TEX MECTaXx,
rae BCTPEYAETCS cneuuduyeckas
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C

JUIsl KaKAOM KOHKPETHOW PEeCTPUKTa3bl
MOCJIEI0BATEILHOCTE HYKJICOTH/IOB.
PECTPUKLIMA — paspe3aHue JBYHU-
teBeix JIHK ¢ momompro  depmen-
TOB-PECTPUKTA3 MO  CHenu(pUUSCKUM
HYKJICOTUJHBIM  MOCJIEI0BATEILHOCTAM
— caliTaM peCTpUKILHUH.

PETPOTPAHCIMO3OHDbI MOOUIIB-
HBIC TCHCTUYCCKHUC J3JICMCHTHI, CHOCO6-
HbIC MCPEMCUIATHCA B MpCEACIax rcHoMa
C TIOMOIIbIO 00OPAaTHOW TPAHCKPHUIILIHH.

PE®DEPEHCHA4A MOC/NEAOBATE/b-
HOCTb 3TAJIOHHAsA I10CJICO0BATEIIb-
HOCTbH '€HOMaA.

PELUUMNPOKHbBIE TPAHCJ/IOKALIUU
B3aUMHBIH OOMEH y4aCcTKaMu HETrOMOJIO-
TUYHBIX XPOMOCOM.

PUBO3UM — PHK, obnazgaromas Karaau-
TUYECKOM aKTUBHOCTBIO.
PHK-UHTEP®EPEHLUMUA — 1porecc
MOJABJICHHS SKCIPECCUU T€HOB C MOMO-
1110 MaJbIxX Hekoxupytomux PHK myrem
00pa3zoBaHMsl JIBYLETIOYEYHBIX YYaCTKOB
¢ MPHK. MoxeT npoucxoauTb Ha ypOBHE
TPAHCKPUILIMK UM TPAHCIISILIMU.

POBEPTCOHOBCKUE TPAHCO-
KALMU (LIEHTPUUECKHUE CIUSHHSA)
BOCCOCIMHEHNE JUIMHHBIX III€Y JBYX
AKPOIIGHTPUUECKUX XPOMOCOM B IICH-
TPOMEpHBIX paiionax. IIpum stom umcno
XpOMOCOM B KapHOTHIIE YMEHBIIACTCS
Ha OJIHY.
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PYTUHHOE OKPALUMBAHME — MeTOX
OKpackd, TpH KOTOpOM MeTadaszHas
XpOMOCOMa BBITVISIZIUT OJHOPOJHO OKpa-
LIEHHOH 10 JUIMHE, YTO HE MO3BOJSIET
JIOCTOBEPHO HACHTH(UIMPOBATH Mapbl
TOMOJIOTOB B Kapuorune. Takoe Okpa-
[IMBAaHWE MOXET OBITh HCIOJIB30BAHO
JUISL OLIEHKH XPOMOCOMHOW HECTaOMIIbHO-
CTH C LEJBIO BBISBICHHS Hecrenuduie-
CKHX abepparnuii.

C

CAWNEHCEP — perymsiTopHas Hemno-
BTOPSIFOILASICS MOCIIEI0BATENILHOCTh
JHK, uHruOupyromas  HMHUOHALHIO
TPAHCKPUIILIUY.

CAWUT-CMELUUDUYECKAS PEKOMBMU-
HALUMS — TUn peKOMOMHALNK, KOTOpast
MIPOMCXOIUT TI0 JIOKYCY, (hraHKHUpoBaH-
HOMY JBYMSl CHENU(UYECKUMH MOTH-
BaMM C MHBEPTHPOBAHHBIMHM OBTOpaMHU
(pexOMOVHAIIMOHHBIMH caiitamn)
B IIpe/eNax O4YeHb KOPOTKHX YYacTKOB
romosioruu (30 - 200 m.o.). Pons Taxoi
pEeKOMOMHAIINY 3aKII0YaeTCsl B MHTErpa-
uuu daroseix JJHK B Xpomocombr Gak-
TEpUi U MHBEPCHU OT/EIBbHBIX YYacTKOB
JHK B xpomocomax Oakrtepuii, (aros
MW B TUTa3MHUJIAX JIPOAOKEH.

CBEPX4YUCIIOBbIE MAPKEPHDIE

XPOMOCOMbDI (Maible  CBEPXUHCIICH-
HBIC MapKepHble XpoMocoMmbl, small
supernumerary marker chromosome,

sSMC) — majble CTPyKTypHO aHOMalb-
HBICE  XPOMOCOMBI,  IPOUCXOXK/ICHHE
KOTOPBIX HE MOXXET OBITH YCTaHOBJICHO
CTaHAApPTHBIMH METOAAaMH LUTOTCHETH-



YECKOW AMarHOCTUKH. Pa3zMep Takux Xpo-  HU3BOAUTEIHHOTO CEKBEHUPOBAHUS
MOCOM MeHbILIe Ui paBeH xpomocome 20  nocnenoBarenbHocreit JJHK wnu PHK
B TOM k¢ MeTada3HOU TIACTHHKE. C TIENpI0 TOJYYCHUS HUHPOPMAIUH

COBUI PAMKU CUYUTbIBAHUA (dpeii-
mmmdT, frameshift) — tun myrtamum,
IIpU  KOTOPOM TIPOMCXOJUT HHCEPIHs
v nenenus (mHensl, indels) HykieoTu-
10B B nocnenoBarenbHoctu JJHK B konu-
YecTBE HE PAaBHOM TPEM, YTO MPHUBOAMT
K MI3MEHEHUIO aMHHOKHCIIOTHOTO COCTaBa
TPAHCIUPYEMOT0 NOJIUTCTITHIA.

CEFMEHTbl XPOMOCOMBbI  (03H/BI,
bands) — y4acTkd XpOMOCOMBI, BBISBIISI-
eMmbie mpu auddepeHInaTbHOM OKpa-
[IMBAHMM KaK WHTCHCHUBHO WM Cl1ado
OKpalIeHHbIC MOJOChl. Takue CerMeHTHI

XpoMocoM HMCIOT paSHHﬁ pasMep
1 MOT'YT COACPKATh COTHU I'CHOB.
CErMEHTAPHAA AHEYN/ionauda

(yacTHYHAs aHEYTUIOWIUs) — U3MCHEHHE
KOJIMYECTBA IUICY HJIM YYacTKOB IUIeY
XPOMOCOM.

CErPErAUMA — 1. PacnpexnencHue
XpOMOCOM TI0  JIOYCPHUM  KJIETKAM
BO BpeMs JeTIcHHs KIIeTKH; 2. Cerperamus
TCHOMOB — TIPOIIECC YNAJCHUS M3 T'CHO-
MOB XPOMOCOM OJHOIO M3 POIUTENECH,
MTOJYYCHHBIX B PE3yJIBTATEC COMATHUYCCKOM
peKoMOUHAIINY.

CEKBEHUPOBAHMUE omnpeaeccHue
nepsuyHoit ctpykrypsl JJHK mnmn PHK.

CEKBEHUPOBAHMUE HOBOIO MOKO-
NEHUA (Next-generation sequencing,
NGS) — rpynma MeTomoB BBEICOKOIPO-
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0 ee MEepBUYHOI CTpykType. OTanuaercs
0T0O0JIeepaHHUX METOIOBCEKBEHUPOBAHHUS
(B T.4. «KJITACCHYECKOT0» CEKBEHHPOBAHUS
1o CaHrepy) BO3MOXKHOCTBIO €IHHOBpE-
MEHHOIO aHajlu3a MHOXECTBA yYacCTKOB
TeHOMa.

CUHTEHMS — cOoBMajJiecHUE MOpsJIKa pac-
I1OJIO’KEHUS TOMOJIOTMYHBIX T€HOB B F€HO-
Max OpraHu3MOB M3 Pa3HbBIX TAKCOHOB.
Uem Onrke pOACTBO MEXKIY OpPTaHU3-
MaMH, TEM BBIIIIC HX CHHTCHUSI.

CUHTPOIHbIE MEHbI — Habop (QyHKIM-
OHaJIbHO BSaHMOI[efICTBy}OIIII/IX n KOpe-
TYIUPYEMbIX TC€HOB, JIOKAJIU30BAHHBIX
BO BCCM IPOCTPAHCTBE I'€HOMA U BOBJIC-
YCHHBIX B 06H11/II71 JUIsL IlaHHOfI CUHTPOIINHN
MOJIEKYJISIPHBIH U, COOTBETCTBEHHO, OHO-
XAMHYCCKUH U HaTO(l)I/BI/IOJ'IOFI/I‘{eCKI/Iﬁ
MyThb.

CKPUHUHI FETEPO3UIroT -
MOJIEKYJIIPHO-TEHETHYeCKoe  obcreio-
BaHNWC HWHIAWBUAYYMOB C MLCJIbIO ILIA-
HUPpOBaHUSA CEMbU nim pOI[I/ITCJ‘IGﬁ
nIpHu yCTAHOBJICHHOM HAJIMYWU PCLICCCUB-
HBIX 3a00JIEBAHMI B CEMBE.

CMbICNTIOBASl LIEMb  (koxupyromias
menb) — nenb JJHK, xomrmemenTapHas
TPAHCKPUOUPYEMOIT LIETTH.

COMATUYECKUE MYTALIUU — u3mMmeHe-
HUC TCHETUYCCKOIO0 Marepualjia CoMaTu-
YCCKUX KIICTOK.



OBLME TEPMUHDI

C

CMEWCEP PCrylsTOPHBIC HEMOBTO-
pstommecss nocnenosarensHoct JIHK,
oOecrieunBaroIe BBHICOKHH  YPOBEHb
TPaHCKPUMNLUKM B CBSI3aHHBIX TEHaX.
Crelicepbl pacHoONOXKEHbBl MEXIy TaH-
JIEMHO [IOBTOPSIIOLIUMMUCS I€HaMHU.

CMNEKTPAJIbHOE KAPUOTUNMUPOBA-
HUE (Spectral Karyotyping, SKY) —
METOZl MOJIEKYJIIPHO-LIUTOT€HETHUECKOM
JIUATHOCTUKH, HCIOB3YIOUIUH TEXHUKY
FISH nns pasnuyHOro OKpalivBaHUsS
KaX 0 U3 XPOMOCOM.

CMEPMATOIEHE3 — mnporecc o0pa3oBa-
HHSL MYXKCKHUX MOJOBBIX KJICTOK.
CMNAMACUHI — mpouecc  BhIpe3a-
HHUS MHTPOHOB M CIIMBaHHUS 3K30HOB
B mpe-MPHK.

CNNIANCUHIOBBIE MYTALIMMU (MyTa-
MU CAMTOB CIUIAMICHHTa) — U3MCHCHUS
HYKJICOTUAHBIX  MOCIJIEI0BATEIbHOCTEN
KaHOHWYECKMX CaMTOB  CILIAiicHHTra,
KOTOpbIE HapyLIAlOT HOPMAaJbHBIA MpPO-
mecc cIuiaiicuHra. BcenencTBrue IaHHBIX
U3MEHEHUH MOXKET IMPOU30UTH aKTHBa-
Ul KPUNTUYCCKUX CAWTOB CIUIAMCHHTA,
HAXOJSIIUXCS B MHTPOHAX, YTO IPHBE-
JIeT K HENPaBUJILHOMY BBIPE3aHUIO IK30-
HOB WM K BKJIIOYeHUIO B coctaB MPHK
LIEJIOr0 UHTPOHA WJIM €0 YacTH, Pe3yJib-
TaTOM 4YE€ro MOXET CTaTh TPaHCISALUs
He(YHKIIMOHATIBHOTO OeIKa.

CNOHTAHHAA MYTAUMUSA — MyTaluy,
BO3HMKAIOIIME B €CTECTBEHHBIX YCIOBHUIX
B pe3yibrare HOPMAJIBHBIX KJIETOYHBIX
IIPOLIECCOB (BO3/ICHCTBYS 00pa3yOLIUXCS
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B Ipolecce 00OMeHa BEeLIeCTB CBOOOIHBIX
panukanoB, OmMKMOOK TPH pEIUIMKalny,
peKOMOMHANNY, penapanum).

CNYTHUK (satellite, s) — cneunduye-
CKasl CTPYKTypa, BBbIABIsIEMasi B KOPOT-
KHX TJIe4ax aKpOLEHTPUUYECKUX ayTOCOM
yenmoBeka (xpomocomer 13, 14, 15, 21,
22), COCTOUT U3 MOBTOPSONIUXCS ITOCIIEe-
nosarenbHocted JTHK, sBnsercs nonu-
MOP(hHBIM Y4aCTKOM XPOMOCOMBEI.

CNYTHUYHAS HUTb (satellite stalks,
stk) — cmabo okpammMBaromascs CTPyK-
Typa KOPOTKHX IUICY aKPOIEHTPUYECKUX
ayTOCOM dYeJOBCKa (XpOMOCOMBI 13,
14, 15, 21, 22), uHorga oOo3Ha4aeMast
KaKk BTOPHYHAs TEPETSDKKA, SIIPBILIKO-
oOpasyromuii paioH, CONEPXKUT TEHBI
pPHK (B cpemnem 400-500 xomuit
Ha TeHOM). JSIBisercst MOIMMOP(HBIM
Y4aCTKOM XPOMOCOMBI.

CNYTHUYHbBIE XPOMOCOMBDI (SAT—
XPOMOCOMBI) IATh  AKPOLEHTpHUe-
CKUX XPOMOCOM, MMEIOIIUX BTOPHUHYIO
NePeTsLKKY U CIyTHUK. CIyTHUYHBIMU
SIBISAIOTCSL  XpoMocoMbl 13, 14, 15,
21, 22. Y-xpomocoMma Takke MOXET
UMETb CIyTHUK, OJHAKO CUHUTaeTcs,
YTO 3TO MOXET OBITb BCIEACTBHE
TPaHCIOKALUK C KaKOI-TO U3 ayTOCOM.

CPABHUTEJIbHAA FEHOMHA4A
rMBEPUAU3ALIMA  (Microarray-based
Comparative Genomic Hybridization,
array CGH, aCGH) — wonexymsipHo-
LUTOTEHETUYECKUH ~ METON  HCCIeno-
BaHMs, TIO3BOJIAIONINN OOHApYyXXHUBaTh
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T

BapHUalllK YuciIa KONMUil mociea0BaTelb-
Hoctell HykieotuaoB (CNV).

CTBOJIOBbIE KJIETKU — KJIETKHU, CIIO-
COOHBIE K  CaMOBOCIIPOM3BEACHHIO,
nponmudepan U auddepeHInpoBKe.
BbIenstor  TOTMNOTEHTHBIE — (KJICTKH,
oOpasyromuecsi B pesyinsrare JapoOie-
HUSI 3UTOTHI U CIIOCOOHBIE IPEBPATUTHCS
BO BCE THIBI KJIETOK), IUTIOPUIIOTEHTHEIE
(KJIETKH, KOTOpBIE TU(PPEPCHIUPYIOTCS
B HEKOTOpBIC THIIBI KIJIETOK — CTBOJIO-
BbIe KJIETKH KpPacHOr0 KOCTHOTO MO3ra)
U YHUIIOTCHTHBIC (TPEBPATATCS TOJBKO
B O/IMH THII KJIETOK).

CTBOJIOBbIE KJIETKU SMBPUOHAIJb-
HbIE — KyJIbTypbl TOTUIIOTEHTHBIX KJIETOK
SMOpHOOIacTa WM IEPBUYHBIX TTOJIOBBIX
KJIETOK PaHHHUX MOCTUMIUIAHTALMOHHBIX
3apOAbIILIEH.

CYBJIETAJIbHbIE MYTALUU
MyTalun, CHUKAOIUC JKU3HECIOC00-
HOCTb OpraHmuisma.

CYMNEPOEKYHOALUA OIJIOAOTBO-
peHHe JIBYX WM Ooyiee SHIICKIICTOK
B TEYCHUE OJHOIO OBYJIATOPHOIO ILIUKIIA,
HO MpHU Pa3HbIX MOJOBBIX akTax. MoxeT
OBITh TOMOIIATEpPHAJbHAS — OIUIOJOT-
BOPEHHUE OIHUM OTLOM, IPHUBOAMAILIECE
K TIOSIBJICHUIO PA3HOSUIICBBIX OJU3HEIIOB,
U reTepornarepHagbHas — OILIOAOTBOPE-
HHUE pa3HbBIMU OTLAMM, YTO MPUBOIUT
K MIOSIBJICHUIO TIOJTYCHOJIMHTOB.

CYNEP®ETALUUNA — OILUIOOOTBOPEHHUE
BTOPOM SIHUEKIETKH B TMOCIEAYIOLIEM
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OBYJIITOPHOM IUKJIE IPU HAYABIICUCS
OepeMeHHOCTH.

CYPPOIATHOE MATEPUHCTBO
BbIHAIIIUBAHUC W POXKIACHHUC peGeHKa
)KeHHIHHOﬁ U ApYyTroro Jjvna Wjin JInI
C UCIIOJIB30BAHHUECM HUX ITIOJIOBBIX KJICTOK.

CLUEMJIEHUE — COBMECTHOE HacjenoBa-
HHC I'CHOB.

CLIEENJIEHHDbIE FEHbI — reHbl, pacnono-
JKCHHBIC Ha OJTHOM XpoMocoMme.

CbIPbIE AAHHbIE CEKBEHUPOBAHUA
— TEpBOHAYANILHBIC PE3yNbTaThI, MOINY-
YeHHbIe ¢ nomoulbto TexHomoruit NGS.
OHH TNPEICTaBISIOT CO00M HYKICOTHI-
HBIC IOCJIEIOBATEILHOCTH TEPBUYHON
crpykrypsl JIHK. Takue nannele HeBO3-
MOXXHO ~HMHTEPIIPETUPOBATh  BPYUHYIO,
C 9TOH LeNBI0 MPOBOAAT INpeolOpaszoBa-
HHUE C TOMOIIBI0 OMOMH(POPMATHUECKUX
QJITOPUTMOB.

-

TAHOEMHA4A MACC-CNEKTPO-
METPUA (MC / MC, TC / MC) -
METON OWOXMMHYECKON JHAarHOCTHKU
HACIIEACTBEHHBIX  0OJe3HEH,  I03BO-
JISIONIMKA ~ OTPEIECNIUTh  KOHIICHTPALUIO
OJHOBPEMCHHO  HECKOIIBKAX  MeTabo-
JIUTOB B OMHOM OOBEME HCCICIyeMOTrO
BeIEeCTBa (KPOBH).

TAHOEMHDbIE NMOBTOPbI — ITOBTOPSIO-
myecs Opyr 3a OpYroM IIOCJIedOBaTelIb-
HOCTH HYKJICOTHJIOB.
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TAPFETHOE J1IEMEHME BUJ «IIpHU-
LENBHOI» Tepanmuu ¢ NPUMEHEHHEM
JICKAPCTBEHHBIX ~IIpENapaToB, HaIpas-
JICHHBIX Ha KOHKPETHOE 3BEHO IaTo-
reHe3a 3a0ojeBaHMs, B YacTHOCTH,
Ha MEXaHU3M JEHCTBUS KOHKPETHBIX
LIEJICBBIX (TapreTHBIX) MOJIEKYIL.

TAPFTETHOE CEKBEHUPOBAHME
BBICOKOITPOM3BOIUTEIEHOE CEKBCHH-
poBaHHE OTOOPAaHHOW TPYHIBI TE€HOB
(maHenM TEHOB), OOBIYHO CBS3aHHBIX
CKaKMM-JIN003a00JIeBAHNEM WITU TPYTIIION
3a00JICBaHUH.

TENOMEPA — oco0asi CTpyKTypa, pac-
MOJIOKEHHAsl Ha KOHIE IuIe4a XpOMO-
COMBI, 00ecTIeunBaroNIas ee IeJI0CTHOCTh
1 COXPaHHOCTb I'EHETHYECKOH HH(OpMa-
LUK TIPU PETUIMKALIHN.

TENbLEE BAPPA (T10JI0BOW XpOMaTHH)
— BBISBIISIEMBIH B SIIpax KIETOK HWHTEH-
CHUBHO OKpAalICHHBII KOHJCHCUPOBAHHBIN
Y4acTOK XPOMaTHHA, COOTBETCTBYOLIHN
MHAKTUBUPOBAHHOW XpoMocome X.

TEPMUHATOP — peryssiTopHas HyKJie-
OTUJHAs TOCJIEN0BaTEIbHOCTb, Ha KOTO-
Ppo¥i 3aBepiIaeTCs TPAHCKPUITIUSL.

TEPATONEH — BemiectBo win (axrop,
HapyHIaIoMni HOpMallbHOE SIMOPHOHAIb-
HOE pa3BHTHE 0€3 M3MEHEHHUS! I'eHOTHIIA
OpraHu3Ma.

TOYEYHbLIE MYTAUMUMU — MyTanuu,
IIPU KOTOPBIX MPOUCXOJUT 3aMEHA OJHOTO
a30THUCTOrO OCHOBAHUsI HA JIPYToe€.
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TPAH3ULUA TO4YCHHasA MYyTalud,
3aMC€Ha OJHOI'0 MypPHUHOBOI'0 WJIW IMMHUPU-
MHUJIUHOBOI'O OCHOBAHHWA Ha APYTOC.

TPAHKWUPYIOLLUME MYTALIMU (truncal
mutations) — MyTaIllH, 3aBEJOMO IIPUBO-
AAME K U3BMCHCHHUIO IMMPOAYKTA SKCIIPEC-
CHUHU JAHHOI'O I'cHa.

TPAHCAKTUBALIUA — AKTHUBALU
OKCIpeCCUU TI'€Ha TPAaHCKPUIIIIMOHHBIM
(axropom.

TPAHCBEPCUSl — TOucYHas MyTalus,
3aM€Ha IIypHUHOBOI'O OCHOBAaHUS Ha ITUPH-
MUMHOBOE ¥ HA00OPOT.

TPAHCTEH — ¢parment JIHK, mnepe-
HECCHHBIH B TEHOM  OIIPE/ICICHHOTO
OpraHmsma.

TPAHCIEHE3 — po1ecc BBSACHUS Y10~
BEKOM HJIM IPUPOJIOH B Ipyroif OpraHu3M
qy’>KepOAHOTO reHa (TpaHCTeHa).
TPAHCIFEHHbINA OPFAHU3M -
OpraHMu3M C MCKYCCTBEHHO M3MEHEHHBIM
TeHETHYECKUM MaTepuaioM.

TPAHCAYKUMUA — nnepenoc THK mexny
KJIETKaMU C IIOMOLLBIO BUPYCOB.

TPAHCKPUNT - oxnHouenoveuHas PHK,
oOpasyemasi B Ipolecce TPaHCKPUIINU
JHK c¢ mnomompro ¢epmenro PHK-
nojuMepa3 Ha TEeHAaX W MEKICHHBIX
y4JacTKax TeHOMa.

TPAHCKPUIMTOM — COBOKYHHOCThH BCEX
TPaHCKPHUIITOB KJICTKHU MJIN TKaHH.
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Y, ¢

TPAHCKPUMNLUUOHHbINA
perynsTopHbIii  Oenok, pacro3Ha-
oMM crienu(UUecKue  MocieaoBa-
TEIBHOCTH TCHOB W WHUIMHPYIOIIHN
TPAHCKPUIILHIO.

DAKTOP

TPAHCKPUNLUUA OpoLeCC CHHTE3a
Bcex BuaoB PHK no marpune JJHK.
TPAHCKPUNLUUA OBPATHAA -
npouecc curresa JJHK no marpune PHK.

TPAHCALMSA — IipoLiecc CUHTE3a MOJIU-
menTuga Ha puOOCOMax IO MaTpUIe
PHK.

TPAHCMNIAHTALUA TEMOMO3TUYE-
CKUX CTBONOBbIX KNETOK (TI'CK)
— BU]J MaTOreHEeTHYECCKOU Tepanu, Mean-
HUHCKas npoucaypa mnepeHoca CTBOJO-
BbIX KJICTOK OT AOHOpPAa K PCHUNHCHTY
C OCJIBK JICUCHHA TI'CMATOJIOIHYCCKHX,
OHKOJIOTHYCCKHUX n HaCJICACTBCHHBIX
3a00JICBaHUI.

TPAHCMO30OHbI — MOOUJILHBIE I€HETH-
YECKHUE DIIEMEHTHI, CIIOCOOHBIE MEHSTH
CBO€ IOJIOKEHUE B TEHOME.

TPAHCOEKUUSA — BBCICHUC HYKIICHHO-
BOW KHCIIOTBI B KIIETKY JIFOOBIM CIIOCO-
60M, KpOoME BUPYCHOTO.

TPAHC®OPMALUA 1. Bsenenue
B wiuetky JIHK wu3 BHemmHell cpensi
2. OmnyxosneBast TpaHchopManusi — Mpo-
L[€CC U3MEHEHUS FEHETHUECKOro MaTepu-
aja 340POBBIX KIIETOK C MPEBPAILICHUEM
UX B 3JI0KaU€CTBEHHBIE.
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TPEWNEPHbIA PAMOH Yy4acTOK
3penoit MPHK, PacIoNOKEHHBIN
Ha 3’-KOHLIe NOCJIe KOAUPYIOIIEH YacTH.

y

YBUKBUTUHUPOBAHMUE - BUJ
HOCTTpaHCHHHHOHHOﬁ MO}_II/Iq)I/IKaIII/II/I
6€J'IKOB, 3aKJ'IIO‘IaIOHIHI>iCH B IpUCOC-

JAUHCHUN K MOJICKYJIC Oenka OOHOI0
HJIN HCCKOJIBKUX MOJICKYIT y6I/IKBI/ITI/IHa.
HCJ'II) JAaHHOT'O Ipouecca — peryidauust
pa60TBI OCJIKOB: mporcacoMHasl aerpana-
us, aKTUBaAlWd, WHAKTHUBALUA, PCryJisi-
oy 0eI0K-0EIKOBBIX B3aHMOﬂeﬁCTBHﬁ.

YNIbTPA3BYKOBDbDIE MAPKEPDI
XPOMOCOMHDbIX AHOMAUA
NpU3HaKu, onpeacaIsieMbiC IpU  Yib-
TPa3ByKOBOM HUCCICAOBAaHNHU mionaa,
KOTOpLIC MOTyT CBHUJICTCIILCTBOBATH
0 HAJIUIUU XPOMOCOMHBIX AHOMAaJIH.

YHUKAJIbHbIE NOCJ/IEAOBATEJIbHO-
CTU OHK — yuactku Mmousekynsl JIHK,
MIPUCYTCTBYIOIINE B JIaHHOM TCHOME
B OJHOM KOMMM (PEIKO B HECKOJIBKHX,
HO 00b1uHO He Oonee 10); OOTBIIMHCTBO
CTPYKTYPHBIX TEHOB (32 HCKIIIOYCHHEM
TeX, KOTOPBIE COCTABIISIIOT MYJITUTCHHBIE
ceMeiCcTBa) MPEACTaBICHO YHUKAIbHBIMU
I0CJIEI0BATEILHOCTSAMM.

D

DAKYJIbTATUBHbINA FETEPOXPO-
MATUH Y4acTOK TeTepoXpoMarnHa,
CIIOCOOHBIH  MEpexXoguTh B 3IyXpoma-
TuH.  [IpeacTaBieH  MHAKTHBUPOBAH-
HoWi X-xpomocomoili (tembue bappa),
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X

AMIIPUHTUPOBAHHBIMU T'€HAMH, TE€HAMH
paHHEro pa3BUTHA, TKaHecmenupuye-
ckumu redamu, JIHK Bupycos, nosrops-
omuMHucs nocnenoBarenbHocTsiMu JJHK.

BDOAKYIIbTATUBHDIE 3JIEMEHTbDI
FEHOMA — 110CJIEA0BATEILHOCTHU HYKJIC-
OTHUAO0B, KOJHUYCCTBO H PACHOJIOKCHHUEC
KOTOPBIX OTIIMYACTCA Y PAa3HbIX OpraHu3-
MOB OJJHOT'O BHJA.

DAPMAKOFEHETUKA — pasnen Meau-
LUHCKOM TeHEeTUKU, HU3y4arolluil oco-
OeHHOCTH MeTadoNM3Ma JISKapCTBEHHBIX
npenaparoB M JIEKAPCTBEHHOI'O OTBETA
Y MHJIMBHyyMa B 3aBUCHUMOCTH OT pas-
JIMYHBIX TEHOTUIINYECKUX (PaKTOPOB.

OAPMAKOITEHOMUKA MEXIULICU-
IUIMHAPHAS HayKa, U3ydJaromas 0COOCH-
HOCTH MeTa0oim3Ma JICKapCTBCHHBIX
[penaparoB U JIEKapCTBEHHOIO OTBETa
y  UHIMBHAyyMa B 3aBUCUMOCTH
OT QJUICTHHBIX BapUAHTOB MeTaboiuye-
CKUX T€HOB.

®ETA/IbHAA TEMOTPAHCOY3Ud
NEepeIMBaAHNEC KPOBU B OpraHU3M ILJIOAA.
®ETA/IbHAA TEPAMNUA — BBclcHUE
JICKapCTBCHHLIX TIIpCaparoB B Opra-
HU3M MaTepu Jjid OKa3aHUA J1Ie4e0HOro
ﬂeﬁCTBHH Ha IJ101.

®ETA/IbHAA XUPYPIrug orepa-
TUBHBIC BMCIHIATCILCTBA, IMMPOBOAUMBIC
Yy 1jioaa BO BpEMsA 6€peMeHHOCTI/I MaTepu.

®ETO-®ETAJIbHbIA TPAHC®Y3UOH-
HbIA CUHAPOM (ODTC) — ocnoxHe-

38

HUE MHOTOIUIOJHOM MOHOXOPHAJIbHOM
OCpEeMEHHOCTH, MpPH KOTOPOM 3HAYU-
TEJIBHO Pa3inyaeTcsi KPOBOTOK Y IIOJOB
BCIIEAICTBUE HAJIMYUS MHOMKECTBEHHBIX
aHactoM030B. Hambornee 9acThiM OCIIOK-
HenneM OOTC sBisieTcst BHYTPHYTPOO-
Hasi THOeIh 000UX IUIOAOB.

DJTYOPECLLEEHTHAA rMePUOU3A-
uma IN sITU (Fluorescence in situ
Hybridization, FISH) — meton wmoue-
KYJSIPHOW ITUTOTCHCTHKH, WCIIONb3ye-
MBI JIs1 OMPEHCICHHS CHeNU()UICCKIX
nocnenoBarenbHocret JIHK B unHTEp-
¢dasHpIX sAapax Wik MeradasHBIX Xpo-
MocoMmax, Ju00 dYmciaa  XPOMOCOM
OIIpECIICHHOM Mapsbl.

DOJIAUHI BEJIKOB — 11poLecC yKIIaaKu
MOJUMENTUIHOW 1LIeNu B €€ HaTUB-
HyI0 TPCTUYHYIO MM YCTBEPTHUUYHYIO

CTPYKTYpY.

DOOTOPEAKTUBALIUA — BHJ HCIpPaB-
nenust noBpexxaeHuii JIHK, BbI3BaHHBIX
KOPOTKOBOJIHOBBIM  yNBTPagrOIETOBBIM
n3aydeHneM  (oOpa3oBaHHME  THMHHO-
BBIX JIMMEPOB) C MOMOMIBIO (DEPMEHTOB
JHK-doronmas, xotopsiM st paboTsl
HYy)KEH CHHUHA cBeT. JlaHHBIM BuUJ
penaparuu JJHK orcyrctByer B opra-
HU3ME UYesIoBeKa.

X

XUMEPU3M SABJICHUC TMPUCYTCTBUC
ABYX WA 0oJilee KJIIOHOB KIJIETOK pas-
JIMYHOTO MTPOUCXOKACHUA B HpeAciax
OHOI'0 OpraHuisma. Mosxer BO3HUKHYTb
B pE3yJabTaTe CIUSAHUSA 3UTOT WU oOmeHa



OBLME TEPMUHDI

X

MarepuanoM MEeXIy OMU3HElaMu B IPo-
1ecce SMOPHOHATIBHOTO PAa3BUTHUSI WU
PUOOPETATHCS TOCIIE TPAHCIIAHTALIUH.
XUMEPHbI TEH — HYyKJICOTHIHAS
[IOCJIEI0BATENLHOCTD, cocCTosIIast
U3 (parMeHTOB Pa3HbIX TCHOB.

XUMEPHAQ OHK — JIHK, nonmyuyeHHas
B pe3ynbTare OObeANHEHUsS] TEHOB BYX
Pa3HBIX )KUBBIX OPTaHU3MOB.

XOPUOH — BoOpcucTas 3apoibllIcBast
00oJ10uKa, peaHa3HaYeHHast JuIs oOMeHa
BEIICCTB MEXKJY OpraHu3MaMu Marepu
M TUI0JA.

XOPUOHBUONCUSA — BUJ UHBAa3UBHOU
MpEeHATANbHOH THATHOCTHKHU, 3aKIH0Ya-
IOIIUIACS BO B3SITHM W aHAIIM3€ BOPCHH
xoproHa ¢ 9/10 Henenn OepeMEHHOCTH
C LEJBI0 MCKIFOYCHHUS HACICICTBCHHOM
MaToNoruil moza.

XOPUOHUYECKUA TFOHAOOTPOMUH
YENNIOBEKA (XI'U) — ropmoH, BbIpa-

0aTBHIBAIOIIMICS ~ SMOPHOHOM  TIOCHC
MMILTAHTAIUH.
XPOMATUH — KOMIUICKC, COCTOSIIUN

n3 JIHK, 6eNKOB-THCTOHOB U HETMCTOHO-
BBIX OCJIKOB.

XPOMOCOMA — CTpyKTypHas €IMHHUIIA
TFEHETHUECKOr0  Marepuana  KIETKH,
cocrosimas U3 ogHod Mmounekynsl JJHK,
CBSI3aHHOW ¢ OeykamMM, W IPEACTaBIIs-
fonass co0Ol KOMIIAKTHO YITaKOBaHHBIN
XpOMAaTHH, 0COOEHHO 3aMETHBIH B MeTa-
(aze neneHus KICTKH.
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XPOMOCOMA AKPOLIEHTPUYECKAS
- MOp(bOHOI‘I/I"ICCKI/Iﬁ TUII XPOMOCOMBI,
nopu KOTOPOM HEHTPOMEpa HAXOAUTCH
OJIM3KO K KOHIY XpOMOCOMBI U ICJIUT €€ Ha
JBa 1Jie4a, 3HaYUTCIIbHO pa3Indaromnuxcs
10 IJIMHC.

XPOMOCOMA METALIEHTPUYECKAS
- MOp(l)OJ'IOI‘I/I"ICCKI/Iﬁ TUII XPOMOCOMBI,
IpU KOTOPOM LIEHTPOMEpPA 3aHUMACT Cpe-
JAWUHHOC TTOJIOKCHUC U JCIIUT XPOMOCOMY
Ha ABa NPAKTUYCCKU PAaBHBIX MO HJIMHE
icya.

XPOMOCOMA CYBMETALIEHTPUME-
CKASl — MOpP(QOJIOTHYECKHH THUIT XpO-
MOCOMBI, IIpH KOTOPOM IIEHTpoMepa
CMEIEHAa K KOHIly XpPOMOCOMBI U JEIUT
€e Ha /IBa HEPaBHbIX M0 JUINHE IJIeYa.

XPOMOCOMHASA ABEPPALINA
1. OOuwmii TepMuUH, 0003HAYAIOIIAN KaK
YHCJIEHHbIC, TaK M CTPYKTYpHBIC aHO-
Manuu  xpomocoM; 2. Hcnomb3yercs
JUIst  0003HA4YeHUs] HMMEHHO CTPYKTYp-

HBIX HapyLIeHHH XpOMOCOM, 4acTo
IpU  XPOMOCOMHOHM  HECTaOMIBHOCTH
U HEOIUTA3HUsX.

XPOMOCOMHDbIHA MUKPOMATPUY-

HbIK AHANMU3 (XMA) — Momekymsp-
HO-TEHETUYCCKUI METOJ HCCIICIOBAHUS
MO3BOJISIOIINNA MPOU3BECTH aMILTH(pHKa-
LHIO0 TCHOMA C MOCICAYIOLIMM aHATH30M
OTIETBHBIX ero hParMeHTOB C MOMOLIBIO
CMCIMAIBHOW MHKpOMAaTpHIbl. MeTton
MO3BOJISICT BBISIBUTH MHKPOCTPYKTYPHBIC
MepeCcTPORKH XpOMOCOM. Pasmep BbIsiB-
JSIEMBIX TEPECTPOCK OT HECKONBKHX KO
10 5 M0



OBLME TEPMUHDI

L, Y, W, 3

Ll

LEHTP WMMAPUHTUHIA (Imprinting
Center, IC) — yuactox AHK, xoHTpONm-
PYIOIIMIT 3KCIPECCHUI0 MMIIPHUHTHPOBAH-
HBIX T€HOB.

LEEHTPOMEPA — 00JacTh MEPBUYHOU
MEPETSDKKH B XPOMOCOME, COCTOSIIIAsT
U3  cHnenu(UYeCKUX — IOCICIOBATCIIb-
vocteit JIHK m OenkoB, obOecrneynBaeT
B3aMMOJICIICTBUE C MHKPOTPYOOUKaAMHU
ammapara JeJICHUS KJICTKH U CerPeralruio
XPOMOCOM.

LEHTPOMEPHbIA MHAEKC - C0OT-
HOUIEHHE JUIMHBI KOPOTKOTO  Iuieya
XpOMOCOMBI KO BCEH ee JUIMHE.

MeTaneHTpHUeCKHEe XPOMOCOMBI UMEIOT
LICHTPOMEpHBI uHIEKC Oonee 40%,
cyomeraneHTpuueckue — 25 — 40%,
aKkpoLeHTpuueckue — MeHee 25%.

UMHKOBbIA NANEW -  JIHK-
CBSI3BIBAIONIHI MOTHUB, IPUCYIIHHI (pakTo-
paM TPaHCKPUIIIUHU COOTBECTCTBYIOLICTO
KJj1acca.

LLUCTPOH — rcHeTH4YecKass €IuHULIA,
omnpenensaeMas o TeCTaM Ha KOMIIJIEMEH-
TalWI0; DKBUBAJICHTHA T'CHY.

LIUTOrEHETUKA — 00JaCTb T'€HETHKH,
H3y4arolas LUTOJIOTHYECKHE OCHOBBI
HACJIE/ICTBEHHOCTH U M3MEHYHMBOCTH,
CTPYKTYpPY U (pyHKIIUH XpPOMOCOM.

Y

YACTUYHAA MOHOCOMMSA — jerenus
ydJacTka Iie4a XpoMOCOMBI.

YACTUHHAA TPUCOMMUA — 1IpUCYT-
CTBHME B KapHOTHUIIC JOIOJHUTEIBHOIO
XpPOMOCOMHOTr0  Marepuana.  Moxer
ObITh KaK pe3yJlbTaToOM JYITUIMKallWH,
TaKk U HecOaJIaHCHPOBAHHOI TpaHCIIOKa-
LMY WA UHCEPLUH.

LWWAMEPOHbI — Kitacc OeNKOB, IJIaBHAs
(YHKIMSI KOTOPBIX COCTOUT B BOCCTaHOB-
JIEHUH NTPABUIIbHON HATUBHOU TPETUYHOM
WIN YETBEPTUYHOH CTPYKTYpHI OEIKOB,
a Take OOpa3oBaHME W JAWUCCOLMALMS
OEJTKOBBIX KOMILJICKCOB.

d

3BOJTIOLIUOHHbINA KOHCEPBA-
TU3M — IPUCYTCTBUE CXOJHBIX TEHOB,
HX YyYacTKOB MJIM CEIMEHTOB XPOMOCOM
y Pa3HBIX OMOJIOTMYECKUX BHIOB, OTpa-
xKarolee oOIee IMPOUCXOXKACHUE BUIOB
U BaXHYIO (YHKIMOHAIBHYIO pOJb
JTAaHHBIX 3JIEMEHTOB.

3K3OM — 4acTh I'€HOMa, KOTOpasi couep-
JKUT IOCIE0BAaTCIAbHOCTU YK30HOB.

3K3OHbl — Yy4YacTKu TICHOB, KOIIUH
KOTOPBIX BXOJAT B cocTas 3penoit MPHK.

3KCMNAHCU4 TPUHYKNEOTUOHDbIX
MOBTOPOB — THUIl MyTallMH, 3aKJIrO4a-
IOILMICS B MATOJIOTUYECKOM YBEJINUCHUH
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3

KOJIMYCCTBA MOBTOPAOMIUXCA TPUHYKIIC-
OTHIHBIX HOCHGHOBaTCHLHOCTCﬁ.

3KCNPECCUBHOCTDb — CTCIICHb
BBIPQ)KCHHOCTH IIPHU3HAKA.

3KCMPECCUOHHbDbINA nMPO®UJIb
FEHOB — MHOXCCTBO  pa3IUYHBIX

MPHK, npucyrctBytomux B Ouonoruye-
CKOM o0pa3ue crnenu(puyeckux TKaHEH,
KJIETOK.

3KCNPECCUSA TEHA — mpolecc mpe-
oOpazoBaHus HHpOpPMALUK OT TeHa
B OenkoBbii i PHK-miponykT.

3KCTPAKOPMOPAJ/IbHOE OMNOAOT-
BOPEHUE — TEXHOJIOTHS OIUIONOTBOpPE-
HUSI B YCJIOBHSIX in Vitro.

3MBPMOH — ctanus pa3sutus ¢ 1 mo 8
HeJIeH TeCTallH.
SMBPUOHAJIbHAA MUHAYKUMUG —
B3aMMOJCICTBUE  4YacTell  pa3BHUBarO-
LIerocs 3apojblllia, MPU KOTOPOM OAUH
YYacTOK 3apojplllla BIMSIET Ha Cynb0y
JIPyTOTO.

SMMUPUYECKUIN PUCK — pICK TOBTO-
peHuA 3a6OJ'IeBaHI/ISI, Ha6J'IIOILaBHII/II7IC${
B AHAJIOTMYHBIX CEMbAX Yy POACTBCHHU-
KOB C TOH K€ CTCIICHBIO poacTBa.

3HXAHCEP - yuactrok JIHK, koro-
pBIl  yCUIMBAET TPAHCKPUIILUIO OIpe-
JICJICHHOTO TE€Ha, B3aUMOACUCTBYS C
TPAHCKPUILIMOHHBIMH  (pakTopamu  #
MEIUAaTOPHBIMU O€NKaMH, JaXe eciu
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PACIIOJIOKCH Ha 3HAYUTCIIBHOM pPAacCCTOA-
HUHU OT MPOMOTOPA OTOT'0O I'CHaA.

3MUreEHOM — COBOKYITHOCTb MOJIEKYJISIP-
HBIX METOK, PEryJIUpPYIOIIHNX aKTUBHOCTh
IC€HOB, HO HE MCHSIOIIHNX IIEPBUYHYIO

crpykrypy JAHK.

3MUCOMbI monekynsl  JHK,
CIIOCOOHBIE  CYyIIECTBOBAaTb B  KIIETKE
B ABTOHOMHOM (B LHMTOIUIa3Me, HaIpH-
Mep, TUIa3MUbI) TM00 B MHTEIPHUPOBAH-
HOM B XpPOMOCOMY COCTOSIHUU.

SNMUrEHETUYECKAA U3MEHYUBOCTb
— HacJieJlyeMble B psIy KIETOYHBIX TOKO-
JIGHUH W3MEHEHUS! HKCIPECCUU TEeHOB,
HE CBSI3aHHbIE C W3MEHEHUEM HYyKJIe-
oruaHOW mocnenoarensHoctn  JIHK.
K mexanu3mam snureHeTuyecKou peryssi-
MU OTHOCATCS MOTU(UKANUs (IPeuMy-
LIECTBEHHO METUJIMPOBAHKE) OCHOBAaHUI
JHK win rucTtoHOB (aleTHIMpOBAHUE,
JICalleTHINPOBAHKE U [IP.).
3MUrEHOTUN  (MMIIPHUHT) — COBO-
KYIHOCTh MOJU(HKALNNN, MO-PasHOMY
MapKUpPYIOLIUX POIUTENbCKUE —aJuIeTu
u 00CCICUMBAIONINEC MOHOAILICIBHBIN
XapakTep SKCIPECCUU UMIPUHTUPOBAH-
HBIX T€HOB Ha XPOMOCOMAax OTLOBCKOTO
WM MAaTEPUHCKOTO MPOUCXOXKICHUSL.

3MNMUCTA3 — TUIl B3aUMOJCHCTBUS alie-
JIel pa3HbIX T€HOB, IPU KOTOPOM aJljiesin
OHOIO0 TI€Ha IIOAABJIAIOT IIPOSIBICHUE
Jpyroro.

3YKAPUOTDbI — JIOMCH JKMBBIX OpraHu3-
MOB, KJICTKM KOTOPBIX COACPIKAT SIAPO.



OBLME TEPMUHDI

aynnougua COCTOSIHHUE  KIJICTOK,
TKaHEeW WM OpPraHu3MOB, MPHU KOTOPOM
B HHX CYIICCTBYET IOJIHBIA HA0Op Xpo-
MOCOM, XapaKTEPHbIHN IJIs1 JaHHOTO BUJA.

3YXPOMATMUH — CBETIO OKpAIICHHBIH,
JIEKOHJCHCUPOBAHHBIA U TPAHCKPUIIIH-
OHHO aKTUBHBII y4YaCTOK XpOMaTHHA.
B Ttakom xpomarune JJHK nemerunupo-
BaHa, I'MCTOHBI METWJIMPOBAHBI, Aedoc-
(dopunMpoBaHEl M AllCTWIMPOBAHbI;
perMIupyercs B panHel S-ase.

DDEKT MNMOJIOXXEHUA FEHA — sBJie-
HUE, TMPU KOTOPOM YPOBEHb HKCIpec-
CHM OJHOTO M TOTO K€ T'€Ha 3aBUCHUT
OT €ro PacCIOJIOKEHUS B TEHOME.

3DDEKT POAOHAYANIbHUKA (3 dekT
ocHosaremst, founder effect) — orkione-
HHUE YacTOThl T€HETHUYECKHX BapHaHTOB
N30JIMPOBAHHON HOMYJSIIMK OT CpeaHen
YacTOTHl B OOLIEMUPOBOM MNOMYISIMA
BCJIC/ICTBHE MTPOMCXOXKCHUS MOMYIISIIMN
OT HEOONBIIOT0 YHCIIAa TIPEJKOB; CHH-
KEHHE WM CMEIICHHE TE€HETHYECKOTO
pa3Hoo0pa3us B OTACIBHON HOMYJISINY,
N30JMPOBAaHHONH 110 Treorpaduueckum,
COLIMO-KYJBTYPHBIM HWJIM HMHBIM TPHYH-
HaM, OOYCIIOBICHHOE €€ IPOUCXOXKIE-
HUEM OT HeOOJBLIOr0 YHCia IMPEIKOB.
MosKeT CONpOBOXKIIATHCS 3aKPEIICHHEM
U PpacnpoCTpaHEHHWEM KaKOW-TO Xapak-
TepHOH ocoOeHHOcTH (3a0o0seBaHMs),
MMEBIICHCST Y OIHOTO M3 OCHOBaTeJel
TIOITYJISILHH.
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A-Z

ALU-MOBTOPbI  (Alu-311eMeHTEI)
npumarocnenuduyasie nosropsl JJHK.
Otnocstcs k SINE u cocrapnsitor 10 11%

reHomMa 4denoBeka. OKa3bIBaIOT IIHUPOKOC
BJIMSIHUEC HA SKCIIPECCUIO IT'CHOB.

AZF (Azoospermia Factor) OJMH
13 HECKOJIBKUX OCIIKOB MII KOAMPYIOLINX
UX TEHOB, PACIOJIOXKECHHBIX B JITMHHOM
wiede  Y-XpOMOCOMBI,  HEOOXOIMMBIX
Juis  00pa3oBaHMSl MYXKCKHX TIOJIOBBIX
KJIETOK.

CRISPR (Clustered Regularly Interspaced
Short Palindromic Repeats, kopoTkue
MaJIMHIPOMHBIE  TIOBTOPBI, PETYISPHO
pacIoNOKEHHBIE TPYIIaMH) — 0co0ble
JIOKyChl OakTepuil m apxeH, cocrosmne
U3 TPSAMBIX TIOBTOPSIOLIMXCS TIOCIIe-
JIOBaTeJILHOCTEH, KOTOPbIE —pa3/iesieHbI
YHHUKQJIBHBIMH  [TOCJIEJOBATEIILHOCTSIMHU
(cmieiicepamu).

CRISPR/CAS9 — cucreMa aJanTHBHON
MPOTHBOBUPYCHOM 3alUTHl OaKTEePHi
U apxeil; UCHoib3yeTcs Al peaakTHpO-
BaHUS F'€HOMA DYKapHUOT.

DE NOVO
H3MCHCHHUE.

BICPBLIC  BO3HUKIICC

DICER — pHOOHYKJIEONPOTEH I, pa3pesa-
omui aBynenoudeunsle Monexyast PHK
(muPHK) u npe-mukpoPHK B mpornecce
UX CO3pEBaHMs C 00pa3oBaHHEM KOPOT-
kux nuPHK ¢parmMeHTOB, Ha3bIBACMBIX
mansle uHTepdepentusie PHK (siPHK)
n mukpoPHK.
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A-Z

EX JUVANTIBUS — 1MarHOCTHKa, OCHO-
BaHHAas Ha OLICHKE pPE3ylIbTaToB IPOBE-
JIEHHOTO (TIPOOHOT0) JICYCHUSI.

GAIN OF FUNCTION (GOF, myramun
npuoOpereHuss (GYHKIMH) — MyTaluH,
MIPUBOASAIINE K aHOMAJILHOMY YCHJICHHIO
AKTMBHOCTH OeJIKa.

HOX-FEHbI — rpymnmna reHoB, KOAUpYo-
IUX TOMEOJOMEHCOAEpKAIlUe TpaHC-
Kpuniuonuele  ¢axropsl. HOX-renst
UTPAIOT BAXKHYIO POJb B ()OPMUPOBAHHU
nepenHe3a Held OcH Tella BcexX Owiare-
PabHO CUMMETPHUYHBIX HKHBOTHBIX.

ICSI (sperm injection) — BapHaHT JICUCHUS
Oecrutonusi, MpU KOTOPOM IPOUCXOIMT
BBE/ICHHE CIIEpPMATO30M/1a B IIUTOILIA3MY
SIMLEKTIETKHU.

ICSN (International System
for Cytogenetic Nomenclature) — Mex-
JlyHapojHasi CHUCTEMa IIMTOr€HOMHOM
intracytoplasmic HOMEHKJIATypBI.

LINES (Long Interspread Elements,
JUTMHHBIC JHUCICPTHPOBAHHBIC TTOBTOPHI)
— nocnenoarenbHocTH JIHK B reHome
JYKapUOT pa3MEpPOM B HECKOJIBKO ThICSY
nap HyKJICOTHJOB, MPEACTABISIOLINE
co00if  PETPOTPAHCIIO30HBI, KOTOPHIC
HE coaepKaT JUIMHHbIE  KOHLIEBBIE
[IOBTOPBI.

LOSS OF FUNCTION (LOF, myrammun
norepu (QYHKIMN) — MyTaluH, TIPUBOIS-
mye K ociallIeHHI0 aKTHBHOCTH Oelka
7100 K ITOJTHOMY €r0 OTCYTCTBHIO.
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miPHK (MukpoPHK) — masneie oqHomemno-
yeuynsle Hexopupyromue PHK pasmepom
0k0110 20 M.H., KOMIUIEMEHTAPHBIE y4acT-
xaM 3penbix MPHK, npuaumaromue yua-
CTHE B PEryJsilU paboThl TEHOB ITyTEM
OJIOKMPOBAHHMS TPAHCIISLIUH.

MULTIPLE OF MEDIAN (MOM)
OTHOUIEHNE MHMBHYaabHOTO 3HAUCHUS
Mapkepa K MeIuaHe HOPMaJIbHOTO pPsiia,
YCTAHOBJICHHOTO [l ONpEJeNICeHHON
nonynasiiuu. 3HadeHuss MOM ucnonb3y-
I0TCSL JUI pacueTa MpeHaTaabHOIo pPUCKa
poxaeHust pedeHka ¢ cuaapomom Jlayna
WK APYTUMH aHEYIIIOUAUSIMU.

OMIM (Online Mendelian Inheritance
in Man) — MenuuuHCKas 0a3a JaHHBIX,
B KOTOpOH coOpana  wuH(pOpMaIus
00 W3BECTHBIX 3a00JCBaHUSAX W TCHAX,
OTBCTCTBECHHBIX 32 UX Pa3BUTHE.

P — KOPOTKOC IIICYUO
(ot dp. petit — MaICHBKHIA).

XPOMOCOMBI

PACs (MCKyCCTBEHHBIC Xpomocombl P1)
— BEKTOp, COJAepXkalluil KIOHUPOBaH-
nyto JIHK pasmepom ot 100 mo 300 k0,
UCIIONB3YeTCsl ISl KapTUPOBAHHS T'€HOB
C BBICOKUM pa3pelIeHueM U MpHU CEKBe-
HUPOBAaHUH TCHOB.

PAPP-A (Pregnancy Associated Plasma
Protein A, acconmupoBaHHBIH Cc Oepe-
MEHHOCTBIO IUIa3MEHHBIH MPOTEHH A) —
6enok, BeIpadaTeBaeMblil TpododiacTom
BO BpeMsi OepEeMEHHOCTH.

q — JUIMHHOE TIUIeYO
(ot ¢p. queue — xBoCT).

XPOMOCOMBI



OBLME TEPMUHDI

A-Z

siPHK (manas unrepgpepentHas PHK) —
MaJlble HEKOAMPYIOLIUE JBYLETIOYCYHbIE
PHK pa3smepom okozno 20 m.o., ydacTBy-
tome B npouecce PHK-unTepdepentmm
(merpamarmust MPHK) u momudukarmum
XpOMaTHHa.

SINEs (Short Interspread Elements,
Kopotkue JlucnieprupoBaHHbIE TOBTOPHI)
— nocnenosarenbHocTH JIHK B renome
9ykapuoT anuHoil no 700 map Hykie-
OTHUJIOB, MIPEICTABISAIOILNE coboit
PETPOTPAHCIO30HBI, KOTOPBIE HE COAEp-
JKaT JAJIMHHbIE KOHIEBBIE IOBTOPHL.

SRY (Sex-determining Region Y protein)
— JHK-cBs3pIBaromuii 60K, KOIUpy-
eMBbIIl COOTBETCTBYIOLIMM TeHOM SRY
n orBevaroumid 3a auddepeHunpoBKy
MY’KCKOTO MOJa.

Tsix — IMC-PETYISTOPHBIA 3JIEMEHT,
aHTUCMBbICTOBass Hekoupytomas PHK
10 OTHOWICHWIO K Xist W sIBISIOIIAsCcs
€€ PEernpeccopoM.

V(D)J-PEKOMBUHALINS (V(D)
J-peapamxuposka (V(D)J-recombination,
V(D)J rearrangement) MeXaHU3M
COMaTHYECKOW pEKOMOMHAILMH, TPOUC-
XOISIIMK Ha paHHUX dTanax auddepen-
LUPOBKM JUM(OLUTOB W TMPUBOASLIMN
K (OPMHPOBAHMIO aHTHUTEH-PACHO3HAIO-
IIMX yYacTKOB aHTHUTEN U T-KIETOYHOTO
peuenropa.

XICc (X-inactivation center, IICHTp WHAaK-
TUBAIlMH  X-XPOMOCOMBI) YYacTOK
X-XpOMOCOMBI, COICpPXKAIIUN  YeThIPE
rena (XIST, TSIX, JPX, FTX), tpanc-
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KPUIITBl KOTOPBIX yYaCTBYIOT B WHAKTHU-
BallUU X-XPOMOCOMBI.

Xist (X-inactive specific transcript,
crielM(UICCKUil  TPAHCKPHIIT, HHAK-
TUBHUPYIOIINH X-XpoMocoMy)

— Hexomupytomas PHK, tpanckpubupy-
emass ¢ X-XpPOMOCOMBI IITALlEHTapHBIX
MJIEKONUTAIOMIUX, KOTOpas  SIBIISETCS
IaBHBIM ~ 3(QQEKTOPOM  MHAKTHBALMN
X-XpOMOCOMBI.



CEMUOTUKA

A

ABJIEQAPOH — OTCYTCTBHUC BCKa.

ATEHE3U4 IIOJIHOE
OTCYTCTBHEC OpraHa.

BPOXKIICHHOE

ATFMPUS (ucconnedanus) — OTCyTCTBHE
W3BWIMH KOpbI OOJNBLIMX TONyLIapHi
TOJIOBHOTO MO3Ta.
ATHATUS — BpOX/JCHHOE IOJHOE
WIN YaCTUYHOE OTCYTCTBHE BEpXHEH
WM HUDKHEH YelntoCcTH.

AITIOCCUSA — OTCYTCTBHE S3bIKA.

ADAKTUNINA
KUCTHU HUJIN CTOIIbI.

OTCYTCTBUC TNaJbla

ALOEHTUS (aHOJOHTHSI) — YaCTUYHOE
WJIN TIOJTHOE OTCYTCTBHUE 3y0OOB.

AKAPAMSA — OTCYTCTBHE WJIM BBIPAXKEH-
HOe HeJopa3BuTHEe cepaua. Berpewaercs
TOJBKO Yy HEXHM3HECHOCOOHBIX IUIOAOB,
KpoBOOOpaIlleHHe y KOTOPBIX BO BHY-
TPUYTPOOHOM TIEPHOIIE OCYLIECTBISCTCS
TOJBKO 3a cyeT paboThl cepaua mpa-
BIJIBHO Pa3BUTOTO IIJI0/1a-0IM3HEA.

AKUHE3US — OTCyTCTBHE, OClabieHue
JIBUTATEJIbHON  (DYHKIMH; HEBO3MOXK-
HOCTb IIPOM3BOJIGHBIX JIBMKCHUH WIIN
X W3MEHEHHMS MO CHile, 00beMy, CKOPO-
CTH BCIIEACTBUE Mapaanyeil, HemOJBIK-
HOCTH CYCTaBOB (aHKMJIO3) U T.1.
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AKPAHUSAl — OTCYTCTBHE KOCTEH cBOja
yepena.

AKPOTFEPUS — CUHAPOM NIPEKAECBPEMEH-
HOTO CTapEeHMs, XapaKTePU3YHOILUICS
arpoduell KOKM M TOAKOXKHBIX TKaHEH
JUCTAIBHBIX  OTAEIOB  KOHEYHOCTEH
B COYETAaHHUHM C UX FUIOIUIa3HEN.

AKPOMENUS CKeJIeTHAs IMCILIA3uUs
C YKOpOUYCHHEM KOHCYHOCTECH 3a CUeT
YMCHBIIICHUST pa3Mepa WX IHCTATBHBIX
OTAEIOB (KUCTEH U CTOII).

AKPOOCTEOJIMN3 — pa3MsIr4ieHue KocTen
B KOHIIEBBIX (hajiaHrax MajibleB pyK 1 HOT

AKPOINAPECTE3UA 00JIE3HEHHEIE
OLyHcHus IIOKaJIbIBaHUs, KIKCHHUA,
OHCMCHUA B KOHCYHOCTAX.

AKPOLIE®ANUA («OamcHHBII
yepen) — BBICOKHUH 4Yepen Hu3-3a MPex-
JIEBPEMEHHOI0 3apacTaHUsl BEHEUHOIo
1 JISIMOJTOBHTHOTO IITBOB.

AKCUDPOUOUA — OTCYTCTBUEC MCUCBH-
HOTO OTPOCTKA.

AKPOMUKPUA — YMCEHBUICHUE JUCTAJIb-
HBbIX OTACIOB KOHEYHOCTEH.
ANTAKPUMMUSL — BPOKJEHHOE OTCYT-
CTBHC CJIC300TACICHUA.

ANOMNELUMUA — 1MaToJIOrM4eCKOe 4YacTUY-
HOC WM TIOJHOC BbIIIaJCHUC BOJIOC
Ha TOJIOBC, JMLIEC W TYJIOBUIIC. Moxer



CEMUOTUKA

A

ObITh Oo4aroBod, muddysHoi, rHe3aHON
U T.O.

ANNbBUHU3M - reHepaln-
30BaHHOC OTCYTCTBHUE IIr-
MEHTa B  KOXE, €€  mIpujarkax

U IIMI'MCHTHOM JIIUTCIINHU CCTYAaTKH.

AMACTUA — OAHOCTOPOHHEC WJIN [BY-
CTOpPOHHEEC TOTAJIbHOC OTCYTCTBUC
MOJIOYHBIX 3JK€JIE3 U COCKOBO-apCojiap-
HOI'O0 KOMILJICKCA.

AMEJIUS — OTCYTCTBHE KOHCYHOCTEH.
AHFMOMATO3  (reMaHrmoMaro3) —
N30BITOYHOE pa3pacTaHne KPOBEHOCHBIX
COCY/IOB PA3IMYHOTO Kanuopa.

AHUPUOUSA — OTCYTCTBHUC paIyKHOM
000JIOUKH IJ1a3a.

AHKUNOBNIE®APOH —  cpallcHHe
KpacB BeK (NOJHOE WM YaCTUYHOC),
MIPUBOISIIIEE K CY>KEHUIO UITU OTCYTCTBUIO
[JIA3HOM IIEJIU.

AHKMNIOornoccusa
Y3ICUKH SI3BIKA.

YKOpOUYCHHE

AHKUNO3 AHOMAaJIbHAsA HEIOABMK-
HOCTb CyCTaBOB.

AHOMANAQL,  (cexBeHLMs,  Ae(eKT
pas3BUTHS noJts, MOCIIe0BATEb-
HOCTb) — KOMIUIEKC OJIHOTO TIEPBHYHOTO
U HECKONIBKHX BTOPHYHBIX TOPOKOB
Pa3BUTHSI AHATOMUYECKH OJM3KO PacIo-
JIOKCHHBIX OPraHOB, BBI3BAHHBIA OIHOMN
oImuoOKoi MopgoreHesa.
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AHOHUXUSA — OTCYTCTBHE HOITEBOU
IUTACTUHKK HAa OJIHOM/HECKOJIBKHX/BCEX
MajbLax.

AHO®DTATbMUSA - HeA0pa3BUTHEC
WIN  OTCYTCTBHE  IJIA3HBIX  SIOJIOK.
[lepBuuHass win MCTHHHAs aHOPTAIb-
MUsl SIBIISIETCSI KpaiiHe peiKHM MOPOKOM
pa3BUTHS, 00YCIOBICHHBIM OTCYTCTBHEM
3axyaaxu rasa. [Ipu sTom npuaarku rmas
COXpaHEeHbl, UX pa3Mepbl YMEHBIIEHEI,
BEKM HeOOIbIINE, OpOUTa U KOHBIOKTH-
BajJbHas IOJIOCTb MeJKue. AHOMAaIus
HacjIeAyeTcss  ayTOCOMHO-PELECCUBHO.
Bropuynass wnm  JoKHasS aHO(PTAITb-
Must 00yClIOBJI€HAa OCTAHOBKOW pa3BH-
THS IIa3a Ha CTAaIuM IVIA3HOIO IIy3BIps
WIN JAereHepanueil Ia3Horo sonoxa,
JOCTUTLIETO ONPEJENIEHHON CTaJuu pas-
BuTHA. Bcenencrsue storo B nryOuHe
OpOUTBI MOXXHO OOHApYXUTh PYANMEH-
TapHbIH Ia3.
AHTUUMNALUMNA — YyBEIMYCHHUE DKC-
MIPECCUBHOCTH ITpHU3HaKa/00JIC3HU B PAILY
MOKoJIeHUH. B KoHTekcTe HaclaeaCcTBEH-
HOW TaToyoruy (PEHOMEH aHTHLUIMALNN
MOXKET MPOABUTHCA HApaCTaHUEM TsDKe-
ctu OOJIe3HU M ee MpOosIBICHHEM B Oolee
MOJIOZIOM BO3pacTe B IOCICAYIOIIHMX
ITIOKOJIEHHSX.

AH3HLIEDAJIUA — 1TIOJIHOE WJIM YaCTUY-
HO€ OTCYTCTBUE CTPYKTYp Mepel-
Hero Mosra (OonpHmIMX —TIONMyIIApHiA),
KOCTeH cBOja yeperna M MSTKHX TKaHEl
HaJ HUMH.



CEMUOTUKA

A

ANMNA3UNA — BPOXKACHHOC OTCYTCTBUEC
OpraHa ¢ HaJM4YUCM €ro COCYZ[PICTOﬁ
HOXKH.

AHOMAJINA AKCEH®EJIbAA — 3a1HUM
SMOPUOTOKCOH B COYETAHUH C TSIKAMH,
UAYIIMMA OT KOPHSI pajy’XKH K Hepen-
HeMy IorpaHnyHoMy Kouiblry [1IBans0e.

AHOMAINA APHOJIbAA-KUAPU
Masb(opManusl LEePBUKO-MEITYIUIIPHOTO
MIPOXO/a, XapaKTepusyemasl CMELCHHEM
MUHJAJINH MO3KEUKa, B psjie CllydaeB
ctBona u IV xkemynouka, HIDKE YPOBHS
OONBIIOTO  3aTBUIOYHOTO  OTBEPCTHS
B KaHaJl IO3BOHOYHUKA.

AHOMANNA AEHAN-YOKEPA
BPOXKJICHHBIII MOPOK pPa3BUTHUSA TOJOB-
HOTO MO3ra, BKJIIOYAIOUIMHA TpHaTy
MPU3HAKOB: THIOIJIA3US WM arla3us
4yepBsl MO3KEuKa, KHCTa 3aQHEl deper-
HOW SIMKM ¥ THApouedanus pasHOU
CTEIICHH.

AHOMANA KUMMEPIU HaJu-
yye AONOJIHUTEIBHOW KOCTHOM Iy’KKU
B BHJE TIOJIyKOJbLA (aHOMaJIbHOE KOCT-
HOE KOJIBLI0) EPBOTO IICHHOTO MO3BOHKA
(atnaHTa), MPUBOASIICE K OTPAHUUCHUIO
TIOABMYKHOCTH ~ KPaHHOBEPTEOPaIbLHOTO
COUJICHEHHS.

AHOMAINA PUrEPA JMCIIa3usl
ymia mnepeiHed Kamepsl Ias3a, KOTo-
pasi POSBNISIETCS TUNOILUIa3Held CTPOMBI
pamyXKH, 3aJHHUM SMOPHOTOKCOHOM H
TSDKaMH, WAYIIUMHA OT KOPHS palyKKH
K MepeAHeMy MOTPaHUYHOMY KOJIBbILY
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[IBanpOe, 9TO BICYET 3a COOOH IIAyKOMY
Y DKTOIIHIO 3paykKa.

AHOTUS — OTCYTCTBHUE YUIHOH pako-
BHHBL.

APAXHOOAKTUNNG («may4bu
HaJ‘IBHLI») — YBCJIMYCHUC JJIMHBI TAJIBLIECB.

APUH3HLUEDANUA ariasus  00o-
HSTCJIIBHBIX J'IYKOBI/III, 60p03,[[, TpaKTOB
U IJIACTUHOK.

APTPOrPUNO3 — nedopmanus KoHed-
HOCTEH, XapaKTepU3yHIasicsl KOHTpak-
TypaMH.

APTPOXAJIA3UA — pa300JITaHHOCTH
CyCTaBOB.
ACMEPMMUY — OTCYTCTBUE OJSIKYJIATA.

CUHOHHM - AHIAKYJIALUA.

ACCUMUNGUMNG ATNTAHTA — aHOMaIus
IIEPBOro IMO3BOHKA, IIPU KOTOPOM OH COY-
JICHEH ¢ OCHOBAaHUEM Yepera.
ACCOLMALUA MAJNIbOOPMALIUA —
HeclyyallHO€ COYETaHHE HECKOJIbKUX
[IOPOKOB M aHOMAaJMM pa3BUTHS, HEU3-
BECTHBIX KaK CHHIPOM WU CIEICTBUE.

ATEJIUA — OTCYTCTBHE COCKOB IIpU HOP-
MaJIbHO C(l)OpMI/IpOBaHHI)IX MOJIOYHBIX

KEJC3ax.

ATUPEO3 — OTCYTCTBUE LIUTOBHJHOU
JKEJIC3BI.

ATPUXUS — OTCYTCTBHUE BOJOC / PECHHUII.
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ATPE3USA — IIOJIHOEC OTCYTCTBHE €CTEC-
CTBCHHOI'O OTBEPCTHS UJIH KaHaia.

AYTOCOMHO-AOMUHAHTHOE
HACJNTEQOBAHME — TUIl HaCJICAOBaHUA
npusHaka (3a0oseBaHMs1), CIEIUICHHOTO
C ayTOCOMaMH, TIPH KOTOPOM JIOCTATOYHO
OJTHOTO MYTAHTHOTO aJuIeJisl JJIsl TIPOSIB-
JICHUS TTpHU3HaKa (3a001eBaHus).

AYTOCOMHO-PELLECCUBHOE HACIHE-
OOBAHMUE — THIT HACJICAOBaHHS IPU-
3Haka  (3a0oJeBaHUs),  CIICIUICHHOTO
C ayToCOMaMH, MPH KOTOPOM JUTS IIPO-
SIBIICHHS TIPU3HAKa (3a00JIeBaHuUs) HEOO-
XOMUMO HaJMYUWe MYyTalud B 000X
aJUIensaX reHa.

AYTOCOMHbBIA  (XPOMOCOMHbIH)
CUHAOPOM —  CHUHAPOM,  BBI3BaH-
HBIi M3MEHEHHMEM 4YMCIa HEMOJIOBBIX
XPOMOCOM.

A®DAKUSA — OTCYTCTBHE XPYCTaIHKA.

A®DAJIAHTUS — OTCYTCTBUE OJHOMU
WK JIBYX (haJlaHT MaJiblia.

AXEANUA  —
win o0eux ryo.

OTCYTCTBUE  OJIHOM

AXENPUSA — HEAOPA3BUTHUEC WA OTCYT-
CTBUEC KUCTHU HUJIN CTOIIBI.

BATPOLIE®ANNSA  (ycTyrooOpa3HbId
yeper) — nedopManys yeperna, BbI3BaH-
Hast OJTHOBPEMEHHBIM CHHOCTO30M BEHEY-
HOTO, JISIMOOBHIHOTO M YEIIyW4aToro

IIBOB, XapaKTCPpU3YIOMIAACs YTOJIICHUEM
3aTBUIOYHOM KOCTH.

BNIE®APOMNTO3 — ONyIICHUEC BEPXHETO
BEKa.

BJIEGAPO®UMO3 — IByCTOPOHHUI
ITO3 C YMEHBIIEHUEM pasMepa Bek
10 BEPTUKAIH U TOPU30HTAIIN.

BNE®APOXANA3UC — arpodust KOXKH
C KaXJIO CTOPOHBI BEKa.

B/IN3KOPOACTBEHHbIN BPAK — Opak
MEXIy ONU3KUMH  POJCTBEHHHKAMH.
BIu3KOpOICTBCHHBIM CYHTAIOTCS Opaku
MEXAY JIOAbMH, €CJIM Y HUX HUMEETCS
XOTs1 OBl OZIFH 00IIHIA TTpeoK. B peambHO-
CTH, JUUIsl UCKJIFOUEHUS PUCKA MTPOSIBICHUS
AyTOCOMHO-PEIICCCUBHBIX 3a00JICBaHUM,
paccmarpuBaroTcs poacTBeHHuku 10 VII
CTETNeHH POJICTBA.

BOYKOOBPA3HAA NPYOHASA KJETKA
— yBeluM4eHHe OOKOBOTO M IepejHe3a-
JTHETO pa3Mepa IPyIHON KIETKU.

BPAXUOAKTUNING — YKOPOYCHHUE
JUIMHBI [TAJIBIEB.

BEPAXUMENUS - YKOpOUEHHE
KOHEYHOCTEH.

BPAXUMETAKAPIMUA — YyKOpO4YCHHEC

O,HHOﬁ WJIH HECKOJIbLKHUX ISICTHBIX KOCTEH.

BPAXUMETATAP3UA — yKOpOYCHHE
OIHOM WIM HECKOJIbKUX IUIFOCHEBBIX
KOCTEH.
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BPAXUME3O®AJIAHINA — yKOpOYCHHE
cpeaHel (ayaHTH masblia.

BPAXUXEWNIUSA — BPOXKIECHHOE YKOPO-
YeHUE CpelHel dYacTh BepXHeW TyObl,
MpU KOTOPOM OHa HE IMEPEKPBLIBACT BEPX-
HUC 3yOBI.

BPAXULIE®AINA («xopoTKoTOIIO0-
BOCTB») — (hopMa TOJIOBBI C OOIBIIAM
MOMEPEYHBIM M MAaJIBIM  MPOIOIBEHBIM
JIMaMETPOM KOCTEH MO3TOBOI'0 4epera.

BY®TAJIbM — «ObI4umii» 171a3, BPOXKICH-
Hasl TJIayKOMa.

BYJIIE3HbIY 3NMUMAEPMONU3 — rpyrna
FEHETUYECKU U KIIMHUYECKU TeTepOreH-
HBIX 3a00JICBaHWH, XapaKTEepPHU3YIOIIa-
sicss 00pa3oBaHUEM ITy3BIPEH W JIPO3UIA
HA KOK€ U CIIM3HCTBIX 000JI0YKaX, paHH-
MOCTBIO KOXKH U €€ YyBCTBUTEIbHOCTBIO
K HE3HAYNUTEIIbHOM MEXaHHUYECKOM
TpaBMe. KpynHble Mmy3bIpy MEXKIY AMH-
JIEPMHUCOM M JIEPMOM CoAepkar Ccepo3-
HYIO WIH KPOBSIHUCTYIO KHUJIKOCTb.

BAJIbrYCHAA OE®OPMALIUA — jate-
paJlbHOC  OTKJIOHCHHE OCH HIDKHEH
KOHCYHOCTH (onopa HC Ha BCHO CTOIY,
a Ha €€ BHCUIHIOIO, JIATCPAJIbHYIO qaCTL).

BAPUABEJ/IbHOCTb (KITMHPYECKNi
oMUMOP(U3M) — pa3InYHbIe KIMHHYE-
CKHC IMPOSABIICHNA, CBA3AHHBIC C MyTallu-
SIMH B OJHOM U TOM K€ I'CHC.
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BAPYCHAA OE®OPMALUA
MEMATbHOE OTKIOHEHHE OCH HIDKHEH
KOHCYHOCTH.

BEHTPUKYJIOMEFAJIUA — yBeIUYCHHEC
Pa3MEpOB KCITYAOYKOB MO3T4a.

B3OEPHYTbIA HOC — HOC C MOPUIOJ-
HATBIM KOHYMKOM M OTKPBITBIMH BIEPEH
HO3JIPSIMH.

BUPUJTU3ALIUSA — TOABIICHUC MYXKCKUX
YepT Yy JAEBOYEK U SKEHUIMH MOJ JeH-
CTBHEM MY KCKHX ITOJIOBBIX TOPMOHOB.
BUTUW/IUIO — 04YaroBo€ OTCYTCTBHEC
MUTMEHTAa B SIIUJICPMHUCE.

BOPMMUEBbI KOCTMU J100aBOYHBIE
KOCTH dYepera, o0pa3yIoluecs Mo XOmy
IIBOB B POIHUYKAX.

BOPOHKOOBGPA3HAA rPYOHASA
KNETKA  («Tpyab  CalO)XHHKA»)
BOPOHKOBHJIHOE BJIaBIICHHE B 00nacTu
MEUYEBH/HOTO OTPOCTKA M HWXKHEH 4acTu
TPYAMHBI.

BPOXXOEHHbIE BONE3HU — 0oJe3Hy,
UMCIOIIUECA IIpU POXKACHUMH, Heo0s13a-
TCJIBHO HaCHe,I[CTBeHHOﬁ O9THUOJIOTHH.

BPOXOEHHA4A KOCOJIAMOCTb
(BHYTpEHHSISI KOCOJIAIIOCTh, BapycHas
cToma) — CTOWKas WPUBOIIIC-Criba-
TeJbHAs KOHTPAKTypa CTOIBI, CBSI3aHHAS
C BPOXIICHHBIM HEIOPA3BUTHEM U VKO-
POYCHHEM BHYTPEHHCH U 3aIHEH TPYIIIIBI
CBSI30K COOTBETCTBYIOIIMX MBIIII-CIHOa-
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TeJCH ¥ MBIIICYHBIX CyXO)KI/IJII/Iﬁ, a TaKXKe
HapyHICHUEM MBIIMICYHOI'0O CUHECPIru3Ma.

BPOXXAEHHbIA MNOPOK PA3BUTUA
(BpOXKICHHAsT ~ aHOMaJMs  Pa3BUTHA,
OONBIION TIOPOK pas3BUTHS) — CTOM-
Knii Mopdosorudeckuii JeeKkT TKaH!
WIN OpraHa, BBIXOMSAIIMN 3a Tpeesbl
BapualMii HOPMBI W  IPUBOASILUN
K HapyIICHUIO (DYHKIIHH.

BbICTYMNAIOLWUINA JIOB — HaKJIOHEHHE
IUIOCKOCTH Ji0a KIIEpean OT BEPTHKAIb-
HOW TUJIOCKOCTH MPH YCTAHOBJICHHU
TOJIOBBI JUTSL OTIPE/ICIICHUS BEPXYIIEUHON
TOUKH.

-

FACTPOCXU3UC  (racTpOLIHM3HC)
paclienyHa nepegHel OpIONIHONW CTEHKH
C BBINAJICHUEM Yepe3 Hee BHYTPEHHUX
OpraHoB.

FEKCAOAKTUNNA YACTHBIH  BUJ
MOJIUJAKTUINN, HAJIMYKE IIECTU I1aJIbIICB
Ha KHUCTH WJIH CTOIIE.

TEMUATPO®UA arpodust  OTHOM
CTOPOHBI TeNa, JUOO OJHOHM TOJIOBHHBI
opraHa Wiy 4acTy Teja.
FEMUTUNEPTPO®UA — yBEIUYCHHEC
pa3MepoB OJHON MOJOBHUHBI TYJIOBHIIA,
KOHEUHOCTEHN WU JIUIIA.

FEMUNNErna
CTOPOHBKI TEJ1a.

napajud  OAHOH
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FEHEANTOM'MYECKUMA METO[A, — criocod
OLCHKHW HacCJIeaA0BaHUS HpI/ISHaKa/Sa60—
JICBAHUS B CEMbEC I‘pa(I)I/I‘{CCKI/IM METOAOM
COCTaBJICHUSA POAOCIOBHBIX.

FEHOKOMWA — KIMHUYECKUI CHHAPOM,
MaHU(ECTUPYIOIINHI TTOT MACKOH U3BECT-
HOTO  HACJCICTBCHHOTO 3a00JIeBaHUS
C YCTAHOBJEHHOW T'€HETHUYECKOW MpH-
pomoi, HO OOYCJIOBJICHHBIA MyTallen
B IPYIOM I'€HE.

FETEPONNA3UA — BpPOXKJICHHOEC
HapylieHne TUPQPCPEHIUPOBKH OT/ICIb-
HbIX THUNOB TKaHW. leTeporiazuio
CIeQyeT OTauyarb OT  METalljla3uu
BTOPUYHOTO  M3MEHEHHS  TKaHeH,
KaK IPaBUJIO, BOZHUKAIOIIEE BCIIECICTBUE
XPOHUYECKOTO BOCIIATICHUS.

FETEPOTONUSA — Hajluyue TKaHEW Win
OpraHoOB B HETHUIIMYHBIX JJI1 HHUX JIOKa-
JA3ALUAX BCIEICTBUEC U3MEHEHUS MECTa
3aKJIaJIKA U pasBUTHS OpraHa B IIpoLecce
OHTOI'EHE3a.

FETEPOXPOMMS (paayek) — pasind-
HBIH IIBET pajy’KHOH 00OJOUKH MPaBOro
1 JICBOTO TJ1a3a, JIN0O0 pa3inyHasl OKpacka
Pa3HbIX YYacTKOB DPaJyKHOH 00O0JIOYKH
OJIHOTO IIa3a.

FTMAPAMHMOH — H30BLITOK aMHUOTHYE-
CKOM KHUJIKOCTH.

rMMAOPO®TANDBM (OydTambM, «ObIYHID)
a3, BOJSHKA IVIa3a, BPOXKACHHAS TJiay-
KOMa, IOBCHWJIbHAs IVIayKOMa, CHHJPOM
Purepa, cuanpom ®@panka-KameHenkoro)
— YBEJIMUCHHE TIIA3HOTO SI0JI0Ka, COIPOBO-
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kKAarouieecs yIIMHEHUEM CaruTTaJbHON
OCH, yBEJIMYEHUEM JUaMETpa POTOBUIIbI
3a cYeT YAJIMHEHUS U PacIIUPEHUs Kop-
HEOCKJIepaJIbHOW 00IacTH.
TMAPOAH3HLUEDAINA — KpaI‘/'IHsm
CTEIeHb ruapouedaniy, aHOMaJUs pas-
BUTHS, TIPH KOTOPOH OOJIbIINE IMOTyIla-
pHsL TIPEACTABISIOT COOON TOHKHMH CIIOH
MO3TOBOH TKaHH, OKPY>KaIOIIeH MOIOCTb,
3aMOJHEHHYIO TUKBOPOM.

FTMAPOHE®PO3 — 3HAUYUTEIBHOE pac-
LWIUPEHUE JIOXaHKW M YalleueK IOoYeK
¢ arpo(ueii MOYeYHOH MapeHXIMEI.

F'MOPOYPETEP — CKOIUJIEHUE JKUJIKOCTU
B paclIMpEHHOM MOYCETOYHUKE BCJICO-
CTBUC 3aTPYAHCHHOI'O OTTOKAa MOYHU.

F’MOPOLIEDAJIUA — H30BITOYHOE CKO-
IIJICHHUEC JINKBOpa B menynquOBoﬁ
CUCTEMEC I'OJIOBHOT'O MO3I'a U B HOZIOGOJ'IO-
YCYHBIX MMPOCTPAHCTBAX.

FTMHEKOMACTUSA — yBCIIMYCHHUC Yy JIUI]
MY’KCKOI'O I10JIa TPYAHBIX JKEJIE3 3a CUET
paspacTaHusi BCeX TKaHEH, BXOISIUX
B COCTaB HOPMAaJIbHOH IPyAHOH JKeNe3bl.

rTMNEPrNAPO3 - HU30BITOYHOE
IIOTOOTACJICHUC.
F'MNEPKEPATO3 — HU30BITOYHOE

OpPOTOBEHHE OTAEJIBHBIX 4YacTel Tena.
Yame wHaOmromaercs yTONIIEHHE 3ep-
HHUCTOTO CJIOSI SIHJIEpMHCA JIaJIOHEH,
TIO/IOIIB, Ppa3THOATENbHBIX ITOBEPXHO-
CTEH CyCTaBOB.
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TMMNEPMOBUJIbHOCTb CYCTABOB
YBCJIIMYCHUC o0beMa ,HBI/DKCHI/Iﬁ B CyCTa-
Bax, MPEBbIMIAOIIEM HOpMaHBHLIﬁ,
BCJICACTBUC HAPYUICHUSA PA3BUTHA (Z[I/IC—
rma31/m) COCHHHHTGHLHOﬁ TKaHU.

rTMNEPNA3UA — YBCJINYCHUC OTHOCH-
TCILHOH MAacChl WU pasMepoB OpraHa
BCJICACTBUC  YBCIIMYCHUA  KOJIMYCCTBA
KJICTOK.

FMNEPTEJTIOPU3M — yBCJIIMYCHHOC pac-
CTOSIHUE MEXJY KaKUMH-JINOO TapHBIMHU
opraHam¥ (TJ1a3a, COCKHY 1 T.11.).

FTMNEPTPO®UA — yBCIUMYCHUE OTHOCH-
TEAbHOH MacChl WJIM Pa3MEpoOB OpraHa
BCJICICTBHE YBEITHYCHUS pasmepa
M MacChl KJIETOK.

TMNEPTPUXO3 U30BITOYHAS ILJIOT-
HOCTb BOJIOC Ha T€JIE; YPE3MEPHOE KOJIU-
YeCTBO, JJIMHA M / WX TOJILIKHA BOJIOC,
HE CBOHCTBEHHbIE JIaHHOMY Y4YacCTKy
KOXKH, I10/1y, BO3PAacTy 4€JIOBEKa.

TMNEPO®ANTAHINA —  yBCIMYCHHOC
9HCIo (haaHT MaNbICB.

FMMEP3XOrEHHbIN KULWEYMHUK
— V3-npusHak, BBIPAYKAIOLIUICS

B IOBBIIICHHON 3XOTCHHOCTH (SPKOCTH)
KHUIIEYHUKAa Ha YIbTPa3BYKOBOM M30-
OpaKeHUH, KOTOPBIH MOXET SIBISTHCS
MapKepoM  XPOMOCOMHBIX  aHOMaJui
(vame Bcero Tpucomuu 21 npu HaIU4YAU
JIPYTHX KpPHUTEPUEB), HEXPOMOCOMHBIX
BPOX/IEHHBIX IOPOKOB Pa3BUTHUS, BHY-
TpUYTPOOHOW MH(EKINH WIN MOHOICH-
HOU 11aToJI0Tuu (MYKOBHCLIH/I03).
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FUMEP3XOrEHHbIA ®OKYC JIEBOIO
XENYOOUKA CEPOLA — Y3-npusHak,
BBIPAXKAIOLIUICA B MOBBIIIEHHONW 3XO-
TEHHOCTH (SIPKOCTH) ydyacTka MHOKapzaa
JIEBOTO JKENIy[AO4Ka Ha YIbTPa3ByKOBOM
N300paKCHNUH, KOTOPBIH MOXKET SIBISITHCS
MapKepoM XPOMOCOMHBIX — aHOMAalui
(vame Bcero TpucoMuu 21 npu HaIMYUK
JIPYTHX KPUTEPUEB).

FTMNOrEB3UY — CHI)KCHHEC BKyca.

FMNOrEHE3UA — HEIOpa3BUTUEC OpraHa
WJIM 9acTH Tela.

rmnornapPoO3 — HEA0CTAaTOYHOE I10TO-
OTIEJICHUE.

r’MNOroHAAU3M T1IaTOJIOTMYECKOC
COCTOSIHUE, OOYCIIOBJICHHOE CHIDKCHHEM
MPOLYKLHH IOJIOBLIX TOPMOHOB B SIUYKaX
Y JIMI{ MY>KCKOT'O I10J1a U B SIMYHUKAX Y JIULL
JKEHCKOI'0 I10J1a, WIH PE3UCTECHTHOCTBIO
K [OJIOBBIM TIOpPMOHAaM OpraHOB-MH-

menedl. Beigensror: 1. IlepBuuHslit
(TUIIEeproHa OTPOITHBIH) THIIOTOHA-
JU3M,  OOYCIIOBJICHHBI ~ HEPBHYHBIM
HnopakeHHEeM ToHajd; 2. Bropuunsrit
(TMUIOrOHa0TPOITHBI) TUIIOTOHA-
JU3M, OOYCJIOBIICHHBIH HapylICHHEM

THIIOTAJIAaMO-TUO(OU3aPHON  CHUCTEMBI,
MPUBOIAIIANA K CHIKCHUIO CEKPCIHU
THIIOTAJIAMHYCCKUX ~ W/HIH  THIO(H-
3apHBIX TOPMOHOB, CTHMYJIHPYFOIIIX
paborty roHan.
FTMNOAEHTUA — OTCYTCTBHE OJHOIO
WA HECKOJIBKHX 3yOOB.

F'MNOKY3MUC — CHIDKCHUE CITyXa.
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FTMNOMEJTIAHO3 — 04aroBo€ HapylICHHUE
MUIrMEHTAUU KOXKHOI'O IIOKpPOBa BCIEI-
CTBHC HapyIICHHUs OOpa30oBaHUS Melia-
HUHA U MEJIaHOLUTOB.

FMNOMJIA3UA — HeIOpa3BUTUEC OpraHa
c JeuIUTOM Macchl W pa3MepoB
JUTsl TAHHOW BO3PAcTHOM TPYIIIIBL.
rmnocnAgug - PacIoIoKCHHUE
YCTbd  MOYEHUCITyCKaTeIbHOIO0  KaHaja
Ha BEHTPAJbHOI MOBEPXHOCTU TOJIOBKU
WIN Teja IOJIOBOTO 4jeHa, B obmacTtu
MOIIOHKH MU IIPOMEKHOCTH.

F'MNOTEJIOPU3M — yMCHBIICHHOE pac-
CTOSIHME MEXKAY IMAapHBIMH OpraHaMu
(Tnasa, COCKH U T.1L.).

FTMMNOTOHUA — CHUXXECHUE MBILICYHOTO
TOHYCA.

r’MnoTPUXo3
HOCTb BOJIOC.

YMCHbUICHHAA IUIOT-

FTMMNOTPO®UA — HEJIOCTATOK I1OJIKOXK-
HOW HMPOBOH KIJIETYATKH C YMEHbIIIE-
HUEM MacChl TeJa.

MPCYTU3M — U30BITOUHBIN POCT TEPMHU-
HAaJIHBIX BOJIOC Y JKEHIIUH 10 MYXCKOMY
Tuny. TepMUHANBHbIE BOJIOCHI — TEMHBIE,
JKECTKUE, JUIMHHBIE, MTOSABIAIOTCS Ha MOJ-
6opozke, BepxHel yactu rpynu (B obia-
CTH TPYAWHBI), BEpXHEH 4YacTH CIIUHBI
M )KUBOTA.

MABEJJIA — HalIEPEHOCKHE.
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a

ryocconTos CMeILeHue
(omyleHNe UM BTSDKEHHE).

SI3bIKa

FronAHAPUYECKOE HACNEOOBAHUE
HACIICIOBAHUC IIPU3HAKOB, TCHEI
KOTOPBIX PACIOJIOKEHBI B Y-XPOMOCOME
(OT OTHA K CHIHOBBSIM).

ronnonPO33HLUEDANNG BpPOXKJICH-
HOC HapylueHHe (OPMHUPOBAHUS TOJIOB-
HOTO MO3Ta, IIPU KOTOpOM (PHKCHUpyeTCs
[IOJIHOE€ WM YaCTUYHOE OTCYTCTBHUE
pasneneHust MepeaHero Mosra Ha IIOJIy-
mapus.

FTOHAOHbIA AWUCTEHE3 (nucreHesus
l“OHaI[) — BPOXIACHHOC HApYyHICHUE pas-
BUTHA OPraHOB IOJIOBOI CHCTEMEI.

FOHOCOMHbIA CUHAPOM — CHHIPOM,
BO3HUKIIHNI B pe3yabTate U3MCHCHUSA
YHCJIa WM CTPYKTYPBI IOJIOBBIX XPOMO-
coM (curgpowm Illepemerckoro-TepHepa,
Knaitadensrepa u T.11.).

a

OAPBUHOB BYIFOPOK Oyropok
Ha 3aBUTKC yanOfI PAKOBHHELI Y YCJIOBCKA
U HEKOTOPbIX 0663LHH, PYAUMECHTAPHOC
oOpa3oBaHue.

OEBUJIbHOCTb — Jierkas CTCIEHb
YMCTBEHHOH OTCTaIOCTH.
AOEKCTPOKAPAMUA — paciojOoKCHHE

OOJIBIIICH YACTH CEpJla CIIpaBa OT CPEI-
HEl JIMHUHY Tea.
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OEPMATOCIMNAPAKCUA  (iepMmarocma-
PaKcuc) — MOBBIICHHASI PAHUMOCTB KOXKH.

AE®EKTbI HEPBHOW TPYBKM (JIHT,
nedekTsl 3aparieHuss HEepBHOH TPYyOKH,
J3HT) rpynmna  IeTepOreHHBIX
BPOXKACHHBIX aHOMAJIMH LEHTPaJIbHOU
HEpBHOH CHCTEMBI, B KOTOPYIO BXOJST
spina bifida, amsHHedanus, kpaHuopa-
XHMCXU3 ¥ HHUIHLEDaITHsL.

OE®OPMALIUA — TUIl HAPYLICHUS MOP-
¢dorenesa, mpH KOTOPOM TPOMCXOAMUT
n3MeHeHne (HOpMbI, BHAA WM IOJOXKe-
HUSI 9acTW Teljla, OOYyCIIOBJICHHOE Mexa-
HUYECKHM BO3AEHCTBHEM Ha HOPMAaJIbHO
c(OpMHUPOBAHHBIE TKAHH.

OE®OPMALIMA MALOENYHIA — nopok
Pa3BUTHSI TUCTATbHOTO KOHLA MpEJIuie-
Ybsl W JY4e3aIlsICTHOIO CyCcTaBa, BHELIHE
MPOSIBISIOLIUICS BBICTYIAHUEM TOJIOBKH
JIOKTEBOM KOCTH M CMECIICHHEM KHCTH
B JIQJIOHHYIO CTOPOHY, YTO B COBOKYII-
HOCTH OOYCIIOBIIMBAET IITHIKOOOPa3HYIO
Je(pOopMAaITUIo JTy4e3arsiCTHOTO CyCTaBa.
OEDOPMALIUA LWNPEHIFENA —
BPOXKICHHOE BBICOKOE CTOSIHUE JIOMATKU
H3-3a €€ BBICOKOM KOCTHOM WJIM COEIH-
HUTCIPHOTKAHHON (DUKCalu K TO3BO-
HOUYHHUKY C OFpAaHUYEHHUEM TMOABHIKHOCTH
JIOIIATKU Y IIO3BOHOYHHUKA.

OUACTA3 — pacx0KJICHHUC MBIIIII.
OUACTEMA — yBEINYCHHOC PacCTOSIHUE,

meJib MCXKAY ABYMS BEPXHUMU WU HUXK-
HUMU HCHTPAJIbHBIMHA pE3LaAMU.
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X

AVWBEPTUKYJ1 MEKKEJIH — TUBEPTUKYTT
HUKHEH TpeTH NOAB3JOLIHON KHIIKH,
SIBJIIFOIIIAMCS OCTaTKOM HE IIOJHOCTBIO
PEeIyIHPOBAHHOTO XKEITOYHOTO CTEOIS.

AW3PYNUMUA — Tun HapymeHust Mopdo-
reHe3a, OOYCJIOBJICHHBIH HapylIeHUEM
HOPMAJILHOTO  ()OPMHPOBAHMS  TKaHU
BCJIC/ICTBHE BO3JICHCTBHS BHEIIHUX (haK-
TOPOB (MIIEMUH, HHPEKINH, pajnuanny,
TpaBMBbl, TIpHEMa TOKCHYHBIX IIpera-
paroB BO BpeMsi OEpEMEHHOCTH U Jp.).
Jl3pyniys — HereHeTHYeCKoe COOBITHE.

OAUCMOP®OIEHE3 — HapyuieHue ¢Gop-
MHUPOBAHHUS KJICTOK, TKAHCH, OPTaHOB.

ANCMOP®OJIONNA — Hayka, H3y4aro-
1ast BpOXKACHHBIC IIOPOKU pPa3BUTHA.

AUCMNA3UA — TuI HapynieHust Mopdo-
TeHEe3a, BEI3BAHHBII HENPaBUILHOM Opra-
Hu3aluel KiIeTok B TkaHU. CreacTBueM
JMCIIJIA3U U SBJISICTCS TUCTUCTOICHES.

AUCNNA3UA COEAUHUTENbHOM
TKAHU (JICT) — HapyumieHue coemau-
HUTENBHOH  TKaHH,  OOBEAMHEHHOE
B (EHOTHIIBI Ha OCHOBE OOLIHOCTH
BHEIITHUX n/unm BHUCLIEPAIb-
HBIX TIPU3HAKOB. Beinensitor:
1.  Juddepenunpoannsie  (MOHO-
TeHHBIC), JUIi KOTOPBIX OIpeJesieHa
STHOJIOT U (HE BO BCEX CITy4asiX ), yCTaHOB-
JICHBI THIT HACJICIOBAaHHS M KIIMHUYECKHUC
kpurepun; 2. Hennddepenuumpopanusie
(TonMreHHble WM MHOTO(aKTOPHEIC)
JCT — Bapuant ACT ¢ KITMHUYECKUMHU
NIPOSIBIICHUSIMU, HE YKIJIaJbIBAIOIINMHUCS
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B CTPYKTYpy HACJIEACTBEHHBIX CHUHAPO-
MOB.

AUCNNA3nd MOHOAMUHWU — aHomamus
Pa3BUTHSl BHYTPEHHETO yXa, COCTOSIIAs
B HEJOCTATOUHOM 3aKPyYMBAHUH YIUTKA
(1.5 3aBuTKa BMECTO HOPMAJIBHBIX 2.5) U
HETIOTHOM PAa3JIeJICHUH YIUTKOBOTO IpPO-
TOKa, 4TO COIPOBOXKAACTCS CHIKCHHUEM
CITyXa Pa3IMYHON CTENEHH TSHKECTH.

ANCTUXUAS — IBOHHOM psi pECHULL.

OUCTPOIMUS — penikoe coueTanue 00me3-
HE# y OJIHOTO MHIAUBHU/IA.

OAUMNJIOMENNUAa — YABOCHUC CIHMHHOTO
Mo3ra.

OUCTEHE3USA — HapylIeHUE pa3BUTHS
OopraHa Uyl CUCTEMbI OPTraHOB.

OUCKOPUSA  («KOIIaYWi  3padok») —
HapyuieHne (GopMBbI 3paduka.
OOJIMXOCTEHOMEJIUA — JUUIMHHBIC

TOHKHUC KOHCUHOCTH.

DOJIUXOLLEEDAJINA — BEITSIHYTas (hopMa
yeperna B IPOAOILHOM (TIepeaHe3aHEM)
HaIpaBJICHUU.

),

YXUPOBDIE IPbIXXM — OIyXOJCBHUIHBIC
BBIISIYUBAHUS ~ TIOAKOXKHOH  JKUPOBOU
KJICTYATKH C O4YaroBoi arpodueil Koxu
U Cc1abOCTBI0 DJIACTHYECKOTO KapKaca
KOXH.
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3K

3

3AOHUA 3MBPUOTOKCOH — 3MOpHo-
TOKCOH, BBI3BAHHBIN YTOJIIEHUEM MEPE-
Hero morpaHuyHoro kombna IlIBanbOe
(kpail 3aqHel TMOTpPaHUYHOHN IMIACTHHKU
POTOBHIIBI).

3ATbIJZTOMHAA LMOPA I1aToJI0r -
YECKOE pa3pacTaHUMe KOCTHOM TKaHU
3aTBIJIOYHON KOCTH.

3PAYKOBbIN CUMMNTOM F'YHHA
(I'anna) — ocnabneHne WM MCUYE3HOBE-
HUE NPSIMOM peakiny 3padka Ha CBET IIPU
COXPaHHOM COAPY>KECTBEHHOU peakLuu.

U3OOAKTU/IUA — aHOMaJIMs pPa3BUTHS
HanbLeB KHUCTEH, MpH KOTOPOH MasbIibl
II - V uMerT npuMepHO OJUHAKOBYIO
JUTHHY.

UHUOHLLEE®ANNA (vaMAHIEaNMs)
— penkasi maTroJorHs HEpPBHOH TpyOKw,
KOTOpasi ~ XapakTepusyeTcs  TpUaJlOu:
OTCYTCTBHE YacTH WJIM BCEH 3aThUIOYHON
KOCTH, paclieIrHa IT03BOHOYHHUKA B IICH-
HO-TPYAHOM OT/IEJIE U Pe3Kast peTpodIieK-
CHsI TOJIOBBI.

NHDOOPMATUBHOCTDb — BO3MOXHOCTH
OIPEACAUTh [0 TIEHETHUYECKUM I10JIU-
MOp(HBIM MapKepaMm OTIIOBCKOE U Mare-
pHUHCKOE IPOUCXOXKICHUE XPOMOCOM
y poOaHa Ipy OTPEICICHHOM HACIIC-
CTBEHHOM 3a00JICBaHUSX.
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WHLLECT (uHLEeCTHBIN Opak) — Opax I cre-
MICHN POJCTBa (MEXIy cnbcamMu, MEXIY
POAUTEISIMU U AETHMH).

UWPUAOAOHE3 — npoxaHHe panyxcHof?I
00OJIOUKH MIPH BBIBUXE XPYCTAIHKA.

UXTUO3 — MopaKCHUEC KOXKH, MPOSIBIII-
IolIeecsl TUIEPKepaTo3oM, Malepanuei
1 W30BITOYHBIM IIeNyImeHueM. Moxer
OBITh JIOKAJBHBIM M T'€HEpAM30BAaHHBIM.
B BBIpa)KeHHBIX Cllydasx KOyka MOKpBIBa-
€TCs POTOBBIM ITAHIIMPEM C IITyOOKMMH
TpellMHaMU. 3€pHUCTBIN CIION smuuep-
MHCa arpoUpyeTcs WIM IOJHOCTBHIO
OTCYTCTBYET.

K

KAMMOMEJIUA — BpOXIEHHOE HCKpU-
BJICHHE JUTMHHBIX TPYOUaThIX KOCTEH.

KAMNOTOAAKTUINA BpOXKICHHAs
crubarenbHas KOHTpPAKTYypa MpOKCUMaJib-
HBIX Me)!((l)aﬂaHFOBI)IX CyCTaBOB KHUCTH.

KAPMUA POT («pbiOuii poT») — poT
C ONYIICHHBIMU YyIVIaMH pTa U JIyrooo-
pa3HOl BepXHEN AyToi.

KAXEKCUS — KpaiiHsis CTENEHb UCTOLLe-
HUSI OpraHu3Ma.

KBAOAPULIE®ANA (kBagpaTHBIN
Yeper) — JUCKPaHusi, CONMPOBOXK/IArOIa-
SICSl BBIISTYMBAHUEM JIOOHBIX M TEMEH-
HBIX OyrpoB NpH YIUIOMIEHUH BEpPXHEU
MOBEPXHOCTU Y€peIia.



CEMUOTUKA

K

KENTOUAHDBIE PYBLbl — pa3pacTtaHue
COC,HHHI/ITGHLHOﬁ TKaHU B MECTC IIOBPCIK-
JACHHA KOXKHOT'O ITOKPOBaA.

KEPATOITIOBYC — IIapOBUIHOE BBIOY-
XaHHE POTOBHIIBI.

KEPATOKOHYC — KOHYCOBHJIHOC BHIOY-
XaHHE POTOBHIIBL.

KUIEBUOHAA TPYOHAA KIJETKA
(«xypuHast Tpyab») — YIUIMHEHHE TIepea-
He-3aHEr0 OTJeNa C BBIISIUUBAHUEM
rpyIuHEl U pebep Brepexa. Ilepenne-
3aHIE MOBEPXHOCTH BJABJICHBI KHYTpU
U COEAMHSIOTCS ¢ TPYIUHOMN MO OCTPBIM
ymoM. [lomepeunslii paspe3 rpyaHoi
KJIETKH [IPU ATOM HallOMHHAET TPEYTONb-
HUK C BEPIINHOH B 00JIaCTH I'PYHHBI.

KWUJIEFrOJZIOBOCTb — r1o0ji0Ba BBHITSAHYTA
B CarMTTaJIbHOM HaIlPaBJICHUH.

KU®O3 — ;yrooOpa3Hoe HCKPUBICHHE
MO03BOHOYHMKA Hazaja. Yame ObiBaer
K103 rpyIHOTO OT/IENa.
KU®DOCKOJIMO3 — 11aTOJIOrd4ecKoe
HCKPHUBJIEHHE IIO3BOHOYHUKA OIHOBpE-
MEHHO B CaruTTalbHON M (ppoHTAIBHON
IJIOCKOCTSX.

KIUWHOOAKTUNINA UCKpHUBJICHUEC
MaJIbIEB OTHOCUTEIIBHO OCU KOHEYHOCTH.

KJIMHOLIE®ANIUA (uepen B hopme TpH-
JIMCTHHKA) — CelnI000paszHoe yriryoiaeHue
yeperia B TeMEHHBIX 00J1acTsiX.
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KJIMTOPOMErANuUea
B pa3Mepax KJIUTOp.

YBEJIUUEHHBII

K/IOBOBUAHbIA HOC — HOC B BUIE
KJIFOBA IITHULBI.

KOWTIOHUXMA muctpoduyeckoe
U3MEHEHHE HOT'TEBOU [UTACTHHBI,
[pU KOTOPOM OHA WCTOHYCHA, BhIrHOa-
eTCs ¥ IPUHUMAET (POPMY KOXKH.

KOJIOBOMA — o0miee Ha3BaHHE TOPO-
KOB pa3BHUTHUS, MpPHU KOTOPBIX OTCYT-
CTBYET Ta WU HHAas 4aCTh CAMOTO IvIa3a
WIH €ro BCIIOMOTaTEILHOTO ariapara:
4acTh BEKa, PaIyKKH COOCTBEHHO COCY-
JIICTOM 000JIOUKH, XPYCTAIHKA, CETYATKH
WM JUCKa 3PUTEIBHOTO HepBa.

KONMYMENNA MSTKOTKaHHAs 4acTh
HOCOBOW TEperopoikud B OCHOBaHUU
HOCA, pa3Jesiionias HO3ApH.

KOMOPBUAHOCTb — HaJIM4Ke y OJHOI'O
MauveHTa OJHOBPEMEHHO HECKOJIbKUX
IATOI€HETUYECKU CBSI3aHHBIX, B3aHMHO
OTATYAIOIIUX 3a00JICBAHUI WU CHHIPO-
MOB.

KOHKPECLUEEHUMA PEBEP — cpalicHue
pebep apyr ¢ apyrom.

KOPOTKMA  MWU3BMHEL, (cummToM
Hro0ya) — ykopodyeHre V maiblia KHCTH
32 CuUeT THIOMJIA3UM MATOH MACTHON
KOCTH.

KOP3KTOMUA — cMemeHUe 3padka
B CTOPOHY OT HOPMAaJIbHOTI'O IMOJIOKEHUS.
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n

KOCOPYKOCTb — CTOMKOE OTKJIIOHCHUE
KHUCTU OT OCHU IpEAIuIedybs B JIy4YEBYIO
(JrydeBasi KOCOPYKOCTB) WU JIOKTCBYIO
(JToKTEBasi KOCOPYKOCTB) CTOPOHY.

KO®EWHbIE MATHA [ATHA
Ha KOX€ IBETa «KO(I)C C MOJIOKOM»
(«café-au-lait»).

KPAHUOPAXUCXU3 aHdHIEehaTHs
B COYCTAHHU C PACIICIUICHUECM IIpHUIICTra-
FOIIETO OT/EJIa MO3BOHOYHHMKA U MSTKHX
TKaHEH.

KPAHUOCUHOCTO3 — mpeKICBPEMCH-
HOE 3aKpBITHE LIBOB YEpeIa.
KPAHUOCTEHO3 — 1pekICBpEMCH-
HOE 3aKpbITHE WIBOB KOCTEH uepemna
WJIN UX BPOXKJICHHOE OTCYTCTBHE (pe3yiib-
TaT KPaHUOCHUHOCTO34).

KPUBOLLES! (TOPTHKOJIIHC) — BPOXKJICH-
Has WM TnpuoOpeTeHHas aedopmanus
1IeH, BO3HHKIIAsI BCJICACTBHE TaTOJIOTHN
MBIIIL, CKEeJICTa ¥ HEPBOB ILICH.
KPUNTOPXU3M — 3aJIepKKa su4IKa
Ha €ro €CTECTBEHHOM ITyTH OITyCKaHMs
B MOILIOHKY.

KPUNTODTAJIbBM BPOXKICHHBIN
[IOPOK Pa3BUTHUS OpraHa 3peHusi, Xapak-
TEPUBYIOIIMUNCA HEAOpa3BUTHEM TJIa3-
HOTO 5I0JI0Ka ¥ BEK C MX CPAICHHEM.

KPUTUMECKMA NEPUOA PA3BUTUA
— CTagus 3M6pI/IOF€H€3a, XapakTepu-
3yromascs HanOOJbIIIEH YYBCTBUTCJIb-
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HOCTBIO OpraHu3Ma K MOBPEXKIAOIIUM
(axTopaM OKpY’KaroIeH Cpe/ibl.

KPbIJTOBUAOHDIE CKJIAAKWU — KOXHEBIE
CKJIaJIKU Ha 1mIeC, UAYIUEC BHU3 OT COCLIC-
BUIAHBIX OTPOCTKOB.

KCAHTEJIA3BMA — IUIOCKOE OTJIOKECHHE
JIMIUJIOB B KOJKE BEK M BOKPYT I1a3.

KCAHTOMA — OmyXOJeBUJIHOC OTJIOXKE-
HHUE JINIIAJIOB B KOXKE.

KCEPOCTOMMS — CyXOCTh BO PTY.

n

JIATO®TAJIbM («3astuuiid» 171a3) — HEBO3-
MOXHOCTb ITOJTHOTO CMBIKAHUS BEK.

NAObEBUOHASA TPYOHASA KJETKA —
yriyOJeHue B BEpXHEH U cpeiHei yacTsix
TPYIUHBI, HanoMHHamomee 1o Gopme
YIITyOJI€HUE JIOKH.

JIEMKOKOPMUS — Oerbiii pedhieke 3pauka.

JIEAKOMA (6enbMO) — IUIOTHOE MOMYT-
HEHUE POTOBHUIIBI.

NIEMKOHUXUSA — aToI0rH4eCcKoe u3Me-
HEHUE HOTTEBOW IUIACTUHKH, MPH KOTO-
POM TOSIBJISIFOTCST O€Jible MSITHA, MOIOCHI
(MHUKPOCKOTIMYECKHE MY3bIPHKU BO3IyXa
MEK/Ty CIIOSIMH HOTTS).

NEHTUIO — HO6pOKa‘{€CTBeHHaH runep-
MUTMCHTAIUA KOXHW, MNPCACTABJICHHAA



CEMUOTUKA

OJUHOYHBIMH HWJIHM MHOXXCCTBCHHBIMU
KOpUYHEBbBIMU MATHAMU C YETKUMU I'pa-
HUIIaMH.

NEHTUKOHYC BBIIISTYMBAHUC
LIEHTPAJIBHOTO Y4acTKa 3pauka (ObiBaer
3aJHUH U TIepeaHui).

JIN3OCOMAIJIbHbIE BOJIE3BHU HAKO-
NNEHUA (JIBH) — rpynma nacnencreen-
HBIX 3200J1€BaHNH, CBSI3aHHBIX, B IEPBYIO
o4epeib, ¢ HapyIIeHHEM IPoLEccoB dep-
MEHTATHBHOTO THJPOJIM3a B JH30COMAX.
B nacrosiee BpeMs BeIIEIAIOT 0Koso 70
oraensHbIX JIBH.

JIMMOAHINIKTA3UA
TMM(}ATHIECKUX COCY/IOB.

paciupenue

JIMHUN BNALWUKO — JHMHAU Ha KOXe€,
COOTBETCTBYIOILME IYTSIM MUIPALAU
KJIETOK B Xozie 3MOpuorenesa. [lo atum
JIMHUASIM MOT'YT paclojiararbCst pasHoo-
OpasHbIC BpPOXKICHHBIC M MPHOOPCTCH-
HBIE JE€pMaTO3bL.

nunogepmMmouna KOHDBIOHKTUBDI
— HebospIoe 00beMHOE 0OpasoBaHue,
npe/icTaBisioniee  co0oi  IepMOUTHYIO
KHCTY, PacriojOKeHHOE Ha ITOBEPXHOCTH
IJIa3HOTO 510710Ka; B OTIIMYHE OT ITUOYIIb-
0GapHOTO JIepMOUIa COIEPIKUT JKHUPOBYIO
TKaHb.
nopAo3 — wu3ru0 TO3BOHOYHHMKA,
0OpalieHHbIH BBITYKIOCTBIO BIIEPE.

«JTYK AMYPA» — MUKPOQHOMAITHSI BEPX-
Hell ryObl, IpH KOTOPOW OHA HATOMHUHACT
bopmy syKa.
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M
JIIOMBAJIU3ALUMUA —  BpOXKICHHBII
neeKT pa3BUTHS IIO3BOHOYHHKA,

TP KOTOPOM IEPBBII KPECTIIOBEIH TO3BO-
HOK S1 He cpacraercs C OCTaJbHBIMHU
u o0namaer MOABMKHOCTBIO, SIBIISISCH
(YHKIIMOHATHHO MICCTHIM MOSICHUYHBIM.

M

MAKPOTFEHMUSA — yBelnyeHHe paszMepa
HHYKHEH YEITFOCTH.
MAKPOIoccusa —
OoJbIIIe pa3MepHl SI3bIKA.

aHOMAJIbHO

MAKPOIHATUS (MacCUBHBIH 110100pO-
JIOK) — Ype3MepHOE Pa3BUTHE HIDKHEH
YENIOCTH.

MAKPOOAKTUNNG — AHOMAJILHOE
YBEIUYCHHEC pa3smMepoB OJTHOT'O
WA HECKOJIBKHMX ITaJIBIEB.
MAKPOOPXU3M — AHOMAJIbHOE
YBEJIUYCHHUE pa3Mepa sSu4IeK.
MAKPOCOMMSA (TUraHTU3M) —
YBEIUYCHHE JUIMHEI TEJIa.
MAKPOCTOMMUA — qpe3MEepHOEC

YBEJIMYEHUE POTOBOH LIEIH.

MAKPOTUSA — aHOMAaJIbHOC YBEINYCHHEC
pa3MepoB YIIHON paKOBUHBI.

MAKPO®ANOC — AHOMAJILHOE
YBEJIUYCHHUE TOJIOBOIO YICHA.
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M

MAKPOXEWJIUS — upe3MEpHO YyBENH-
YeHHbIE T'yObl BCJIEACTBHE pa3pacTaHMs
COEIUHUTENBHON TKaHHU.

MAKPOLIE®AJIUA — nOpoIopurOHAIIb-
HOC YBCIIMYCHHUE MACChI TOJIOBHOI'O MO3Ta
0e3 NpU3HAKOB TUApoIedaInN.

MAKPO3HLEE®AJIUA — YBEIUYCHHBII
TOJIOBHOM MO3T.

MAJAA AHOMANNYA PA3BUTUA
(MHKpOaHOMANHS  pa3BUTHS,  MaJbIi
MMOPOK pa3BUTHs) — MOP(OIOTHICCKUN
neeKT  TKaHW/OpraHa,  BBIXOJSIIHMA
3a Mpenebl Bapualuidi HOpMbI U HE TIPH-
BOJISIINAN K HAPYIICHUIO (DYHKITUH.

MAJIbOOPMALIUA — TUIl HapyLICHUS
MopdoreHesa, pu KOTOPOM IPOUCXOTUT
HCAO0Pa3BUTUEC TKAHU.

MATKA [OBOMHASl — HaJIU4YUe JBYX
000COOJICHHBIX ~ OJHOPOTMX  MAaToK,
Kakaasi U3 KOTOPBIX COCIUHEHA C COOT-
BETCTBYIOICH 4YacThO Pa3IBOCHHOIO
BJIAraJIuIIa.

MATKA [OBYPOrAfl — pasjelicHue
TeJia MaTKHM Ha JIBE YaCTH MPH HATUYUH
OZIHOW WJIM JABYX IlICeK, 0e3 pa3nieficHus
BJIAraJIuIIa.

METAKAJIUKO3 - YBEJIMUCHHUE
TIOYEYHBIX YallleyueK.

METFANTOKOPHEA  (MakpokopHea) —
YBEIMYCHHE  pasMEpoOB  POTOBHIIBI
B IMaMeTpe.
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MEFAJIOYPETEP — pacmipeHue mo4e-
TOYHHUKA HAa BCEM C€TO MPOTAKCHUU.

METAJTO®TA/IbMUA AHOMAJILHOE
YBEIUYCHUC IT1a3HOTO SOJIOKA.

ME3OMEJIUA - YKOPOYCHHEC CpPEOHUX
Y4aCTKOB KOHEYHOCTEH.
ME3OLIEDAJIUA — 1IPOMEKYTOUHAs
¢dopma ronoBEl MeXIy Opaxuuedanueit
u oauxonedaiuei.

MEHUHIOMMENOLEJNE — BBIXOJ] TKAaHU
CIITHHOTO MO3Ta ¢ 000JI09YKaMH 1 KOPETII-
KaMU CIIMHHOMO3I'OBBIX HEPBOB U3 I103BO-
HOYHOI'O KaHaja.

MEHWHIOLIENE CIIMHHOMO3I0Bast
biRa0s 4YepenHO-MO3roBast TpbIXKa,
IIPU KOTOPO# uepe3 NedeKT KOCTH BBIIIS-
YMBAETCS TPBIKEBON MEIIOK, COCTOSIIUI
13 W3MEHEHHBIX ITAyTHHHOH W MSTKOW
MO3TOBBIX 000JIOYEK, TOKPBITHIX KOXKEH.

MUKPOBJIE®APOH
YMCHBIICHUE pa3Mepa BEK.

AaHOMAJIbHOC

MUKPOBPAXULIEDAJINA — coucTaHuC
MUKpouedanuu ¢ Opaxunedannei.

MMKPOTEHUSA — yMEHbIICHHE pa3Mepa
HHYKHEH YEITFOCTH.

MUKPOIMPUSA  (MUKPOIIOIUTUPHSI)
MENKHE, AaHOMAJbHO PACHOJI0KEHHbIE
M3BWJIMHBI OOJIBIIOTO MO3Ta.

MUKPOIIOCCUA
Pa3MEpoB sA3bIKA.

YMCHBIICHUC
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MUKPOIrHATUA — HEI0pa3BUTHEC MUTOXOHAOPUAJIbHbDIE 3ABO-
BEpPXHEW YeIOCTH. NEBAHMA — T€HETUYECKU

MUKPOAEHTUA
KOPOHOK 3y0OOB.

MaJIbl€ pPa3MEphbl

MUKPOKOPHEA
YMCHBIICHHUE POTOBUIIBI.

AHOMAJIbHOC

MUKPOMENUA YKOPOYCHHE BCEX
OT/ICJIOB KOHEUHOCTEH.

MUKPOOPXU3M — aHOMAJIbHOC YMCHb-
LICHUE pa3Mepa sInYeK.

MMKPOCOMMS (HAHOCOMHUSI, KapIIUKO-
BOCTb, HAHU3M) — YMEHbILIECHUE Pa3MePOB
TeJ1a.

MUKPOCTOMUSA
MaJeHbKUN POT.

Ype3BbIYANHO

MUKPOTUA — HCAOPAa3BUTHUC UJIU OTCYT-
CTBUC yHIHOﬁ PAaKOBUHBI.

MUKPODAKUSA YMCHBIICHHUEC BCEX
pa3MepoB XpycTallka H3-3a OCTAaHOBKU
€ro pa3BHUTHSI.

MUKPO®AJIJTIOC — aHOMaJIbHOC YMCHb-
IICHUE I10JI0BOr'0 4JICHA.

MUKPOO®TAJ/IbMUA YMEHBIICHUEC
BCEX pa3MepoB IVIa3HOTO sI0JIOKa.

MUKPOXEMJIUA — Mmalibie pa3Mepsl Iyo.

MUKPOLIEDAJIUA — Majible pa3Mephbl
TFOJIOBHOT'O MO3ra M MO3roBOI0 4eperia.
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U KIMHUYECKH TeTeporeHHas rpymnmna
3a00JICBaHNIl, Pa3BUBAIOIIUXCS, B IEPBYIO
ouepeab, MpU HAPYLIEHUH MPOLECCOB
OKHCIUTEIBHOTO  (pochopriinpoBaHus
U XapaKTEePU3YIOIIUXCS TEHETUYECKUMU
U CTPYKTYPHO-OMOXUMHYCCKUMHE NeeK-
TaMM MUTOXOHApWH. Ha cerogusiuHuit
JeHb BeIAes0T Oojee 200 OTACHBHBIX
MOHOTCHHBIX (hopM.

MWUTOXOHAPUAJbHbIA (uuto-
IUTa3MaTHYECKUH, MAaTepUHCKUN) — THII
HacJieJOBaHMsl — HAcJleAOBaHUE IIpH-

3HAKOB, KOJIUPYEMBIX COJEPKALIUMUCS
B mutoxoHapuansHoit JIHK renamu.
OcymecTBisieTcst MO MaTE€pPUHCKOM
JIMHUU — OT MaTE€pPHU BCEM €€ JIETSIM.

MULLEHEBUOHASA MAKYJONATUA
(peHOMEH OBIYBETO TVIA3a) — HAIHYHC
YEepEIYIOIUXCSl KOHI[EHTPUYECKUX 30H
MMUTMEHTAIUU U JCMUTMEHTAlu B 00J1a-
CTH KEJITOTO TISITHA.

MHOXXECTBEHHbIE = BPO)XJEHHbIE
NOPOKU PA3BUTUSA (MBIIP) — ycroii-
YHUBOC COUCTAHUC ABYX U Ooiee IMOPOKOB
Pa3BUTHA B pa3HbIX CHUCTEMaX OPraHoOB,
HC UHAYIUPOBAHHLIX APYT APYTOM.

MOHMJIETPUKC  (BepeTcHOOOpPAa3HEIC
BOJIOCHI) — MIOPaKEHHUE BOJIOC C MIapo00-
pa3HbBIM pacLUIUPEHUEM U U3JIIOMaMHU.

MOHOOAKTU/INA — HallMuue ¢€JIiH-
CTBEHHOI'O MaJiblla HA KUCTU WUJIU CTOIIE.
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MOP®O3bl HEHAaCJICACTBECHHbIC
U3MCHCHHS (DEHOTHUIIA B OHTOTCHE3e
o] ACWCTBUEM 3KCTPEMATbHBIX (DakTo-
POB OKpy>Karomield cpenbl (IpeBbIIIar0-
IIMX BO3MOXKHOCTH HOPMBI PEAKIIUN).

MbIC BAOBbI (HI/IK BJIOBBI) — KJIMHOBH/I-
HBIH POCT BOJIOC HA JIOY.

H

HEBYC - I[06p0Ka‘leCTBeHHOC pas-
pacTtanue 3M6pI/IOHaJ'H)HLIX KJICTOK
KakKoro-auoo opraHa. BBI,HCJ'ISIIOT

KO)KHI)Iﬁ, COCYﬂHCTLIfI, HEBYCBI CaJIbHBIX
JKCJIC3 U T.O.

HEBbIHALWMBAHUWUE BEPEMEHHOCTU

— I/IHTCI‘pI/IpOBaHHHﬁ OTBECT
JKCHCKOTO  OpraHu3sma Ha Z[eflCTBHe
He6HaFOHpI/IHTHBIX OK30I'CHHBIX

U OSHAOTCHHBIX (DAaKTOPOB, BIMSIOIINX
Ha 3/J0pOBbE OEPEMEHHOH M TUIO0/A.

HUCTAIM —  ObICTpOE  JIBH)KCHHE
IIa3HBIX  SIONIOK B BEPTHKAIbHOU
WJIN TOPU30HTAILHOH TIIOCKOCTH.

HOIFTEBOA MNTEPUTUYM — TUIep-
Tpodus SHOHUXUS (KyTHKYIBI),
IIPU KOTOPOM TOCHEeAHssT B BUIE KpbUIa

HapacTacT Ha HOTOTh, HOPUKPCILIASICH
K €ro IOBEPXHOCTH
OBOTECTUKY/NNAPHOE HAPYLUEHUE

D®OPMUPOBAHMUSA NOJIA — HapylICHHUE
muddepeHIIMPOBKN  T0JIa  BCIIEACTBHE
HalIW4Msl CMEIIAHHBIX TOHAj (OBOTE-
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ctuc). Yame Bcero KapHOTHIl >KEHCKHM
46,XX, oHaKO B PEAKUX CITydasX Kapu-
OTHII MOXeET ObITb MyXKckol 46,XY
i XuMepHsii 46,XX/46,XY.
OAOHTOAMUCIJIABUA — HapyLICHUS
MIpOpEe3bIBaHMUS U Pa3BUTHUSL BPEMEHHBIX
WJIN TIOCTOSIHHBIX 3y0OB.

OKCULLEE®ANMNS — nedopmanus depena,
BBI3BaHHAs MPEKIEBPEMEHHBIM 3apacTa-
HUEM BEHEYHOTO M JIIMOOBHIHOTO IIIBOB,
¢ (opmMHupoBaHHEM 3a0CTPEHHOH (POpPMBI
TOJIOBBI, ITOKATOTO JI0a, TPOIOIHKAIOIIETO
JINHUIO HOCOBBIX KOCTEH.

OJIUFOAAKTUNNA (THIOJaKTHITHST)
YMEHBIICHHE KOJIMYECTBA NaJbIICB
KHCTEH UM CTOM.

OJIMFOOAEHTUSA — yMCHBIICHHUE KOJIMYC-

CTBa 3y0OB.
OJIUroCcnepMua — CHUXKE-
HUE KOJINYECTBA CIIEPMAaTO30U/10B.

IIpu onurocnepMuu KOJUYECTBO CIHEP-
MaTo30MA0B MEHbIIE 15 MIH KIIETOK.
Bblaensior  TSKENyl0  OJIMTOCIEPMHIO
C KOJIMYECTBOM KIIETOK MEHEE 5 MIIH,
IIpH 3TOM OO0JIee BEpOsTHA TEHETHUYCCKAs
STHOJIOTHS.

OM®AJIOLIENE — BpOXJCHHBIM MOPOK
pas3BUTHUS TIEpeAHEil OpIONIHOW CTEHKH,
IIpU  KOTOPOM  BCJEACTBUE CIabOCTH
MBI POUCXOJUT 3BEHTPALUsl OPraHOB
OpPIOIIHOI MOJIOCTH B TPHIKEBOM MEIIKE.
UYame Bcero B IpbDKEBOM MEILIKE HAXO-
JATCS METIN KUIIEYHUKA, NICUYECHD, XKETy-
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n

JIOK, peXKe APYTHe OpraHbl OPIOIIHOM
MOJIOCTH.

OHUXOrETEPOTONMUA aHOMaJIus
pPa3BUTHSI HOTTEH, XapaKTepU3yrolascs
ux JIUCTONUEH (pacmonoxeHreM
Ha OOKOBOW TIOBEPXHOCTH IMAJbBIICB,
TIOJIOIIIBE).

OHUXoaAUCTPO®GUA HU3MECHCHUA
HOTTEBOHM IJIACTUHBI BCJIEIACTBUE Hapy-
IICHUS TPOPHUKH HOTTS.

OHMXOJIU3UC — OTCIIOEHHE HOITEBOM
IUIACTUHBI OT HOTTEBOI'O J10Ka.

OMNCOKJIOHYC — TIuUICPKUHE3 TIja3-
HBIX SIOJIOK B BHJE COJPYKECTBEHHBIX
OBICTpPBIX, HEPETYJSIPHBIX U HEpaBHOMEP-
HBIX 110 aMIUTUTY/E ABHKEHHH, OOBIYHO
B TOPU30HTAJIbHON MIOCKOCTH.

OYAIrOBAAl AMNNA3UA — 1edeKTs
KOXKH B BHMJAEC OTCYTCTBHSA  BOJIOC,
MOJKOKHO-KMPOBOH KJIETYATKU U MBIIIILI.

n

MAr (9KTOomar, BHYTPEHHMHH IIar, cpoc-
myecs: OJM3HeNbl, CHaMCKHEe OJIM3HEIbl)
OpPraHM3MBbl, CpPOCLIMECS BO BpeMs
enMMHOyTpoOHOrO pazButHs. CpacraHne
MIPOMCXO/INT HAa PAHHMX dTAIax BHYTPHY-
TPOOHOTO Pa3BUTHS U UMEET MHOXXECTBO
¢dopM, damie BBDKHMBACT TOJBKO OIMH
Onm3Henr m3 ONM3HENOBOH cpocuieics
TIapsl.

MANATOCXU3UC — pacuiennHa Heda.
Beigensor monHyr (Wb B MSATKOM
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U TBEpAOM HebOe), YacTH4HyI0 (IIeNb
TOJNIBKO B MSITKOM HJIM TOJBKO B TBEPIOM
Hebe), CPeIUHHYI0, OIHO- / JBYCTOPOH-
HIOK), CKBO3HYK WM TOJACIU3HCTYIO
PpacILeTHHBI.

NANbLUbl TUMMOKPATA  (CUMITOM
OapabaHHBIX  mayovek, OapabaHHBIC
MaJbIBI) — KOJOOBHUIHBIE YTOJIICHHS
KOHIIEBBIX  (hayaHr majbLeB KHCTEH
U CTONI C XapakTepHod Jedopmarueit
HOTTEBBIX IUIACTMHOK B BHJE YaCOBBIX
CTEKOIL

MAMUPOCHbDIN nnon (fetus
papyraceous) — BHyTPHYTpPOOHAsI MyMHU-
(UKanust OJHOTO M3 IUIOJOB IIPH MHOTO-
TUIOHOM OepeMEeHHOCTH

MAMUPOCHDIE PYBLLbl — TOHKHE XpyII-
Kue pyOusl (TONMMHOW B OyMa)KHBIN
JIHCT), 00pasyronyecs: Mpu HapylleHHH
pereHepaTuBHBIX MPOIECCOB.

NMAPAJIUTUMECKASA rPYAHASA KNNETKA
— (Qopma TpyIHOH KIETKH C PE3KO
YMCHBIICHHBIMA OOKOBBIM U TEpel-
HE3aJHUM pasMepaMu (CHIIbHEe, 4YeM
y aCTEHHYECKOMN).

MAPATPOOUA U30BITOYHAs Macca
TeJa WK OKUPEHUE y JeTei.

NAXUrnPUs YTOJIEHNE W3BHINH
OOIBIINX IOy NIAPHH.
NAXUMUKPOITUPUSA - YKOpoOue-
HUEC W3BWIMH OOJIBIINX TOJyIIapuid
C OIHOBPEMEHHBIM UX YKOPOUCHHEM.
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NMAXUOHUXUSA — yTOJIIICHUE HOT'TA. MNOMUAAKTUING NMOCTAKCUATb-

HASl — yBeJIMYCHHUE KOJINYCCTBA ITaJIbIICB
NMAXULLEDAJIUA — YTOIIIICHUE Yepena, Ha JIOKTEBOM CTOPOHE KUCTU

00yCI0BIEHHOE MIPEkKAEBPEMEHHBIM
OKOCTEHEHHEM JIIMOOBH/IHOTO IIIBA.

NEPOMENMUA YKOpOYEHHE JUTHHBI
KOHEUHOCTEH NpU HOPMAJIbHBIX pa3Me-
pax JUIMHBI TYJIOBHIIIA.

NNAFTMOLEEDANIUA  (KOcoil  ueper)
ACUMMCTpPpUA Yepelia U3-3a MPeK-
JACBPEMCHHOTO OAHOCTOPOHHEIO 3apa-
IICHUS KOPOHApHOI'0 IIBa B COYCTAHUUN
C aCHMMeTpHeﬁ JIMOEBOro uepea.

MNATUBA3US — yIUIOLEHUE OCHOBAHUS
yeperna.

NMJIATUCMOHAUIINA — YIIJIOLICHUE TET
MO3BOHKOB.

MIATULE®AJIUA — YyIUIOIICHUE CBOJA
yepermna.

MNATOHUXULA — IUIOCKUE HOI'TH.

NMJIOCKOroJIoBOCTb — Mmajioe pa3Bu-
THE MO3TOBO/ YaCTH Yeperna B BBICOTY.

NO3BOHOYHA4A PACLLUE/TUHA -
HEMOJIHOC  3aKPBITME  IIO3BOHOYHOI'O
KaHana.

NO3BOHOYHA4A PACLLE/TMUHA

CKPDbITASl — MO03BOHOYHAs pacliearHa
0e3 CIIMHHOMO3TOBOW TPBIKH.

NMONMUAAKTUNING — YBCJIIMYCHUC KOJIU-
4cCTBa I1aJIblCB KUCTEH WU CTOIIL.
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WK Ha Hapymﬂoﬁ CTOPOHC CTOIIbI.

NOMUOAKTUINAG NPEAKCUAJIbHAA
YBCIIMYCHUC KOJIMYCCTBA MaAJIbLCB
Ha queBOﬁ CTOPOHC KHUCTHU WJIM HA BHY-
TpeHHCﬁ CTOPOHEC CTOIIbI.

MOJIMKOPUS — 1IOPOK pa3BUTHUs OpraHa
3pEHHUS B BUJC HAJIU4Hs B pagyKKe ABYX
nim Oosee eeKToB 3padka.

MONIMOAOHTUSA — U30BITOYHOE KOJTHUYE-
CTBO 3y0OB.

MOMTUCUHAAKTUING (CI/IHHOJ‘II/II{&KTI/I—
JIUS) — COYCTAHHE TTONUIAKTHINA ¥ CHH-
JAKTUINHA HA OJHOW KOHEYHOCTH.

MNONUTE/IUA — yBCIWYCHHE YHCIIA
COCKOB.

NMoJslYNoO3BOHOK (KITMHOBHTHBIH
MI03BOHOK) — IIO3BOHOK, KJIMHOBHUIHO
CKOIIICHHBIN B OOKOBYIO CTOPOHY.
NONYCUBC (TONyCHOMUHT) — KpOB-
HOpOJCTBEHHBIC OpaThsi ¥  CECTPHI,

Yy KOTOPBIX TOJBKO OJMH OWOJOTHYCCKUI
POIHTENH OOIIHIA.

MOP3HUE®DAJINA — Haluyve B TKAHU
KOHEYHOTO MO3ra pa3HOBEJIMKHUX IOJI0-
CTeH, BBICTIIAHHBIX SMEHAUMONW U CO00-
LIAIOLIUXCS ¢ BEHTPUKYJISIPHON CHCTEMO
1 cy0apaxHOUIaIbHBIM IIPOCTPAHCTBOM.
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NMPEAYPUKYNAPHbBIE NAMUTIOMDI
— (hparMeHTBl HAPYXHOTO yXa, pacIoyo-
JKCHHBIE BIEPEAN YITHON PaKOBUHBI.
MPEAYLWHbLIA MNPUBECOK — Msr-
KOTKaHHBII OyropoK OKOJIO YIIHOW pako-
BUHBI.

NPEAYLUHbINA XOA, (peyIHbIN CBHUII
/ IMKa) — Y3KHH M KOPOTKHUH KaHaJI, yale
BCEr0 OKAaHYMBAIOIIMICS CIIENO, BO3HH-
KaeT BCJIEACTBHE HApyLICHUS Pa3BUTHS
SMOpPHOHANIBHBIX 3a4aTKOB  HAPY>KHBIX
OT/IEJIOB MEepBOH abepHOil AyTH U Mpo-
SIBIISICTCSI B BUJAE TOYEYHOTIO BXOAHOTO
OTBEPCTHUS, PACHONAralOIIErocs Knepeau
W/WITM 9y Th BBIILIE KO3EJIKA.

NMPEXAOEBPEMEHHOE NMOJIOBOE PA3-
BUTUE (IIIIP) - cuMnTOMOKOMIIEKC,
IIPU KOTOPOM TIPOUCXOIMT H30BITOYHAS
MIPOYKIHS TIOJIOBBIX TOPMOHOB, NpH-
BOJSIIAs K IIPEKAEBPEMEHHOMY I10JIO-
BOMY pa3BUTHIO (y JEBOYEK /IO 8 IeT,
Y MJIBYHMKOB 710 9 5ieT). Boinenstor rona-
JIOTPONIMH-3aBUCHMOE  (LIEHTpallbHOE,
WCTUHHOE) M TOHaJOTPONNH-HE3aBHCH-
Moe (nepudepuueckoe) TITP.

NMPUBbIMHAA NOTEPA BEPEMEHHO-
CTW (IpUBBIYHBIN BBIKHIBII) — HATTMYHE
y JKEHILMHEBI IBYX M Ooiee moTeph Oepe-
MEHHOCTH B CpPOKax A0 22 Hefienb.

NMONEPEYHAA NNAOOHHAA CKITAAKA
(«00e3psHBS» CKIIAJKa) — MOINepeyHas
6opo3za, uaymas 4epe3 BCIo JIaJOHb.

MPOBAH[ — 4enoBeK, KOTOPBII MOCHy-
JKHJI MOBOAOM JUIsI TIOCTPOEHMsSI POJOC-
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noBHOM. Kak mnpaBuio, pomocioBHYIO
COCTaBJISIFOT OT poOaH/a.

NPOBOCUMUC —  x000TOOOpa3HbIH
BBIPOCT, COUETAIOLIUICA C OTCYyTCTBUEM
HOCa.

MPOrEHUS — upe3MepHOE BBICTYIJICHUE
BEPXHEH YeIOCTH C CHJIbHBIM HAKIOHOM
BIIEpE]] IEPEIHIUX 3YOO0B.

nNPOrepPua — COBOKYIIHOC€ Ha3BaHUC
CHUHAPOMOB YCKOPEHHOT'O CTapCHUs
opraHmima.

MPOrHATUSA — upe3MEpHOE BBICTYILJIE-
HHUE HIKHEH YEITFOCTH.

MPO33HUE®AJIUA — HapylICHUE pa3Jie-
JICHHUsI KOHEYHOTO MO3ra Ha IMOIyILIapus:
KOHEYHBIA MO3T pa3lieleH MpPOA0JIbHOMN
00po3/10ii, HO B TITyOMHE ee 00a MmoITyIIa-
pus CBsI3aHBI MEXKIY COOOM TUIACTHHKOU
ceporo 1 0enoro BeIecTsa.
MPO33HLUE®DA/INA AJIOBAPHAA —
HapylIEHWE  Pa3ACIeHUs]  KOHEYHOI'O
MO3ra Ha NOJyLIapus: pa3iesieHa TOJIBKO
3aHss TPETh KOHEYHOTO MO3ra, JIOOHBIC
JIOJIM HE Pa3lelIeHbl U CUJIBHO HEAOopas-
BUTBHI.

MNPOMYCK MOKONIEHUMA - Hamuyue
B POJIOCIOBHON MNOKOJIEHUS POJACTBEH-
HUKOB, HE MMEIOIIMUX MPOCIEKUBAEMBbII
B CEMbC MIPHU3HAK WK 3a00JICBaHUC.

NMPOTUBOHANPABJEHHbINA POCT
BOJIOC HAOO JIBOM SIBJICHUE,
IpH KOTOPOM pacCTyIIUe Hamo JIOOM
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BOJIOCBI HAITPaBJICHbI B CTOPOHY TECMCHU
" KaXYTCAd 3a4CCaAHHBIMU Ha3al.

MPOTPY3USA CPEOHENA YACTMU JIULIA
— pe3Koe BBICTYIICHHE BIIEPE] CpeaHei
4acTH JIMLa.

NCEBAOCUMITOM BAPABAH-
HbIX MANOYEK nedopmanus
JUCTANTBHBIX (haJIaHT ¥ HOTTCH, HaIlOMU-
HAIOIIast CAMIITOM O0apabaHHBIX MMAT0YCK,
HO C COXpaHCHHEM HOPMAJBHHOTO yIJa
MEK]Ty HOTTCBOH IJIACTUHKON W 3aHUM
HOTTCBBIM BaluKoM. [Ipu WCTHHHOM
cuMnTOMe OapabaHHBIX ITAJIOYEK YTOJ
MEXIy 3aIHUM HOTTEBBIM BAJUKOM
U HOTTCBOM TUTACTHHKOW MPHUONIHMKACTCS
Wiy axe rnpespimaet 180°.

NTEPUTUYM — KpbUIOBUIHBIC CKIAaJAKHA

KOXXH.

NTEPUTUYM  LLEMAHDbIA (xpbLI0-
BUAHAas IHeS[) — MPOAOJbHBIC CKJIAaAKU
Ha OOKOBBIX MOBEPXHOCTAX 11(S27¢

OT COCHEBHUAHOIO OTPOCTKa A0 IIjic4Ha
K aKpOMUAJIbHOMY OTPOCTKY.

MTO3 — oIyIIeHNEe BEPXHEro BEKa.

MNbE3OrEHHDIE NMAMNYJIbl — BEIOyXaHUs
KUPOBOU TKaHU B EPMY.

MNATHA BPYLU®WUIIbAA — OenecoBarbie
IISITHA Ha TPaHHLE HapyKHOU U cperHen
TPETH PATYKKH.

65

P

PA3PE3 IMIA3 AHTUMOHIOJIOUAHbIN
— (opma a3, Ipu KOTOPOH HApPYKHBIN
yToJ IMa3HbIX IIeJeH OmyIleH.

PA3PE3 [/IA3 MOHroJ/iouaHbIi
¢dopMa a3, MpH KOTOPOW Hapy KHBIN
yToJ IMa3HbIX MIeIed TPUIOTHSIT.

PACCTPOMCTBA AYTUCTUYECKOroO
CNEKTPA (PAC)—BeposTHO FeHeTHYECKN
OOYCIIOBJICHHBIH KOMIUIEKC COCTOSTHHH,
JeOroTupyromuil B IeTCKOM BO3pacrte,
BKJIIOYAIOUIMH B ce0sl HApyIICHMS IICH-
XMYECKOTO, HEPEIKO YMCTBEHHOTO pa3-
BUTHS, XapaKTEPHU3YIOLUHCS e(PUIIUTOM
COIIMAJIBHOTO B3aMMOJACHCTBUS, CTepe-
OTHITHBIMHM  TTOBEJACHYECKUMHM, JBHTa-
TEJBHBIME W PEUEBBIMH ITATTEPHAMH,
HETUNWYHBIMUA PEaKIMsIMA Ha BHEIIHHE
Ppas3npakuTeNu U T.1.

PEBPA JIIOWKE — BWIKOOOpa3HbIe
pebpa, xapakTepu3yeMble pa3iBOCHHEM
HepeaHero oraena pedep.

PEOYKUUOHHBIE MNMOPOKU KOHEY-
HOCTEM — rpymnmna MOpoKOB pa3BHTHS,
XapakTepusylomascss ~ HeaochopMupo-
BaHHOCTBIO CKeJleTa KoHeuHoCTel. Takue
TIOPOKH JAEJATCSI Ha MPOJOJIbHBIC (HEmo-
pa3BUTHE MPOKCHUMAJIBHBIX MU CPEIHHUX
OT/IEJIOB KOHEYHOCTEW) M TIIONepedHbIe
(OTCyTCTBHE ANCTAIBHBIX OTIEIOB KOHEY-
HOCTH, B PE3YNbTare 4Yero OHa KaKeTCs
00pyOIIeHHOM).
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PETPOTEHMUA — TMOJIOXKEHUE BEpXHEH
YENIOCTH, CABUHYTON BHYTPb OTHOCHU-
TEJIBHO (PPOHTAIBHON TUIOCKOCTH JIHIIA.

PETPOMHATUSAl — II0JIO0KCHHUE HIDKHEH
YCIKOCTHU, CHBHHyTOﬁ BHYTpPb OTHOCH-
TCJIBHO (prHTaHLHOﬁ IIJIOCKOCTH JIMIia.

PETPY3UA CPEOHEN YACTU JIMLA —
pe3koe BJaBIEHUE CPEAHEN 4acTu Juna
10 OTHOILLICHHIO K BEPXHEH U HUKHEH.
PU3BOMEJIUA — YKOPOYCHHEC HPOKCHU-
MaJIbHOTO OTAENa BEpXHEH WM HIKHEN
KOHEYHOCTH.

POAOCJ/ZIOBHASI  —  IMOCTPOCHHOE
[0 YHHMBEPCAIbHBIM IIpaBUJIAM CXe-
MaTHYeCKoe HW300pakeHne pOJICTBEH-
HBIX CBSI3€Hl B CeMbe U pacHpeaeieHus
MIPU3HAKOB/3a00IeBaHNH.

POTALIUA MOJTIOBOIO YJIEHA — 110BO-
POT ITOJIOBOTO YWICHA BOKPYT MPOIOIBHOM
ocu Ha 90° - 180°.

C

CAKPAJIU3ALMA L5 BPOXJICHHOE
YJaCTUYHOE UJIH ITOJIHOE CPAILICHHUE IIITOIO
MOSICHUYHOTO ITO3BOHKA C KPECTIIOM.

CAKPAJIbHbIA CUHYC (ITHIOHHUAANb-
Hasl sIMKa) — 3amaJieHde 10 CpeaHel
JIMHUY MOSICHUYHO-CaKpaJIbHOM o0nacTy.

CAMOMNPOU3BOJIbHbINA ABOPT
(BBIKHJIBINI) — CaMOIIPOM3BOJIBHOE TIpe-
pBIBaHNE OEPEMEHHOCTH J10 22 HEJlelb.
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CBEPXKOMIMJIEKTHbBIE 3YBbI (rnnep—
JOHTHSI, TONUOAOHTHS) — BPOXKIACHHAS
aHOMaNusl  pa3BUTHI  3yOOYEITFOCTHOM
CUCTEMBI, IIPH KOTOPO# y YeJI0BeKa nMe-
FOTCSL JOTOJIHUTEIbHEIE MOJIOUHEIC U/HIU
MTOCTOSIHHBIC 3yOBI.

CEANOBUAHDbIA HOC — HOC ¢ 3amaBLiei
MEePEHOCHLEH.

CEKBEHLIMS — coueTaHHe MOPOKOB pa3-
BUTHS, TPOUCXOAAIIEE OT OHOTO OOIIETO
HapylIeHHs SMOpHOreHe3a.

CEMEMWHBIE CJIYYAM — 3abojeBaHus,
HAOJTFOJAFOIIUCCS B PA3HBIX MOKOJICHHIX
B nmpedenax oaHOM cembu. HHorna,
HECMOTPsI Ha SIBHOE HAIMYHME HECKOIb-
KHX MOPaXKEHHBIX POIICTBEHHUKOB
U BpPOXJICHHBIA XapakTep 3a0oJcBaHUS,
9THOJIOTHS 3a00JICBAHMS OCTACTCSA UIAMO-
IMaTH4eCKOM.

CEMUOTUKA — yuyeHHC O IMpHU3HAKax
/ cuMrTomMax OoJie3HEH W TaToyorHye-

CKHX COCTOSAHUAX, pacno3HaBaCMbIX
KIIMHUYCCKUMHU, J'Ia60paT0pHBIMI/I,
HUHCTPYMCHTAJIbHBIMU METOAAMU

U crnocobax ToNydeHus HH(OpMaLn
00 9THX IPU3HAKAX.

CMUBCbI (cnOIMHIN) — IETH OHUX POJIH-
Tesen.

CUM®DANAHINSA  (OPTOIAKTHIIHS)
cpaienue QaxaHr naiba.

CUHAOAKTUNIUA
wm  0ojee

Cpall€eHue JOBYyX
1aJIbIICB, YaCTU4YHOC



CEMUOTUKA

C

WIH TOJIHOE, H3-32 KOXKHBIX M KOX-
HO-KOCTHBIX CPalllCHUH.
CUHOAKTUNUNA NMEPBUYHASA -
CUHJAKTWINS, BBI3BAaHHAs HETOJHBIM
paccachbIBAHUEM MEXKIAIbLEBbIX IEPEINO-
HOK BO BHYTPUYTPOOHOM IEPHOI.

CUHOAKTUNNA BTOPUYHAA
CUHJIaKTWIINS, BO3ZHUKAIOILAS B PE3YJlb-
TaTe CIAMSIHUS HOPMaJIbHO C(HOPMHUPOBAH-
HBIX NAJIBIEB (HAIIpUMep, Mo IeHCTBHEM
AMHHUOTHYECKHX MEPETIKEK).

CUHOPOM AY3MHA — peTpaKkius rias-
HOTO SI0JI0Ka M CY)KCHHUC IJIa3HOHM IIeNn
IpHU IOIBITKE IPUBEICHUS I71a3a.

CUHAPOM MNETEPCA — 1IOpPOK pa3BU-
TUs IEpeIHEH KaMepsbl Ia3a, COCTOAINN
B MCTOHYEHUH 3aJHEH 4acTH POTOBUIIBI,
IIOMYTHEHUM €€ LEHTPaJIbHON YacTu
U paayKHO-POTOBUYHBIX  CPAIICHUIX
110 KpasiM 3TOro IOMYTHEHHS.

CUHOPOMDI NMPEAPACIMOJIOXEH-
HOCTU K PAKY (HacjeacTBeHHBIC
OITyXOJICBBIE CHHIPOMBI) — Ipymnma 3a00-
JIEBAHHUS, MPOSBICHUE KOTOPBIX CBS3aHO
¢ nepefadei U3 NOKOJIECHUS B TIOKOJIEHUE
IIpaKkTHYeck (haTaabHOW Ipeapacmono-
JKEHHOCTH K TOMY MJIM HHOMY BUJYy paka.

CUHOCTO3 — CBs3b MEKAY COCCIHHUMU
KOCTSIMH, 33 CYET KOCTHOTO, XPSIIEBOTO
i GUOPO3HOTO MaTepraa TKaHeH.

CUHO®PU3 — TyCThIC
HaJI IepeHOCHIIeH OpoBH.

cpociuecs
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CUHTPOIMUA — HecTydaliHOE COYETaHUE
JIByX W 0oJee MaToJIOTHYECKUX COCTOS-
HUH (TIpu3HaKoB / Oosie3Hel) y uesioBeka
1 €TO POJICTBEHHHKOB.

CUHXEANUNA
U HIDKHEH TY0.

CpacTaHue BerHeﬁ

CUPEHOMEJIUA — cpallcHUue HWKHUX
KOHEUYHOCTEH.

CKADOLEDANUA (maapeBUTHBIN
Yeper) — JUIMHHBIH, Y3KUi, HU3KUH Yeper
C BBICTYNAIOIMM JIOOM U 3aTBUIKOM
BCJIECTBUE MIPEKAECBPEMEHHOTO 3apacTa-
HUS CTPEJIOBUIHOTO IIBA U POCTA uepemna
B 00JIaCTH BEHEYHOTO U JIIMOIOBHHOTO
LIBOB.

CKNEPOOEPMUSA — TeHEpaan30BaHHOE
WIH OYaroBO¢ YTOIIICHUE KOXKHU TECTO-
o0pa3Ho#l koHcucTeHIwH. [Ipu HagaBIu-
BaHUM OOBIYHO  OOpasyercs  sMKa.
[Ipu BoBIICUCHUH TOICKALIIX CTPYKTYP
OTPaHUYUBACTCS IMOIBH)KHOCTH TAHHOTO
ydacTka. Yamie MOpakaroTcsl HIKHUE
KOHEYHOCTH M JIULIO.

CKNEPOKOPHEA — nuddQy3Hoe nomyT-
HEHHE POTOBUIIBL, IPH KOTOPOM POTOBHLIA
Oenast ¥ TPYTHO OTIMYHMMA OT CKJIEPBI.

CKOJIMO3 — TpexIutockocTHas jaedop-
Mauus I03BOHOYHHKA Yy  YEJIOBEKa.
UckpuBrieHre MOXET OBITh BPOXKICH-
HBIM, TIPUOOPETCHHBIM U MOCTTPABMATHU-
YECKHUM.



CEMUOTUKA

C

CKOLWUEHHbIA NOB — HAKIOH IUIO-
cKOCTH J10a K3aa¥ OT YKA3aHHOW BBIIIIE
BEPTHKAJIBHOU TIOCKOCTH.

COMATOTMUI — TECI0CIIOXKEHUE.

CMEKTP — couyeTaHue Ppa3InIHbIX
U HCHOOCTOSIHHBIX IMOPOKOB Ppa3BUTUA
HEU3BECTHOM 3THOJIOTUH.

CTPABU3M — KocorJ1asue.

CTPUU (pacTsDKKH) — arpouyecKue
pyOLBI, TPOSBISIONINECS MOJOCKOBH/I-
HBIMH W3MEHEHUSIMH KOXKH Pa3IHMYHOTO
1BeTa (0T KpacHO-CHHIOLIHOTO IO MOYTH
6eroro).

CTEHO3 — CyKCHHE eCTECTBEHHOIO
KaHaJia Wil OTBEPCTHSL.

CTEPHOCXM3WUC (pacllielyieHue Tpy-
JIMHBI) — paclICIUICHHE OJHOW pYyKO-
ATKU TpyauHbl. Beraemstior U-o0pasHyto
¢dopmy (paciienieHue pyKosITKH BMecTe
C BEpXHEH TpeTbel YacThi0 Tejla Tpy-
JIMHBL), V-00pasHyto gopmy (CyOToTa h-
HOE paclierUIeHHe TPYAUHBI), TOTAIbHOE
WIN TIOJIHOE PpaCLICIJICHUE TI'PYIUHBL,
paclieruieHHe HIDKHEH TpeTbel dYacTH
TeJla TPYIUHBI BMECTE C MEUYEBHIHBIM
OTPOCTKOM.

CTOMA FEEPMAHCKAS — KpYITHBII 00JTb-
IIOH najen, OCTaJIbHBIC MaJiblibl MPU-
MEpPHO PaBHOM JUIMHBI.

CTOMNA TPEYECKAAl — BTOpOW masen
JUIMHHEE OOJIBIIOTO MajbLa.

CTONA EMUMNETCKAAl — paBHOMEpPHOC
YMEHBIICHUE JUIMHBI IMAJIBIEB OT OO0Jb-
IIOT0 K MU3HHITY.

CTONA KEJIbTCKAS — cToma ¢ KOpOTKUM
OONBIINM TIAJBLIEM, JUIMHHBIM BTOPBIM

U pPaBHOMEPHO  YMEHbIIAIOUIUMUCS
OCTaJIbHBIMHU.
CTOMA-KAYAJIKA (croma B  BHUIE

«Ipecc-Manbey») — IUIOCKas WA BHIITY-
KJIasl TOJIOIIBEHHAs TTOBEPXHOCTh CTOIIbI
C PE3KO BbIIAOILEHCS K3a/IU TSI TKOM.

CTONA KOHCKAS{l — KOHTpakKkTypa roie-
HOCTOITHOTO CyCTaBa B  IIOJIOXKEHHH
YPE3MEPHOrO TIOJIONIBEHHOTO CTHOaHMs
c omopod mpu XoApOe Ha MBI
1 TOJIOBKH TUTFOCHEBBIX KOCTEH.

CTONMA MNJIOCKAS (pes planus) — yruio-
IIEHHE CBOJOB  CTOMBI,  CBSI3aHHOE
C  HapylUICHHEM  B3aMMOIIOJIOKCHUS
KOCTEeH CTONBI, Y4aCTBYIOUIMX B (hOPMH-
POBaHMU €€ MPOJ0JILHOTO CBOAA, M H3Me-
HEHUSIMH CBSI30K M MBIIIIL.

CTOMNA NJ/IOCKO-BAJIbIrYCHAS —
IPpOAOJIBbHOEC TIJIOCKOCTOIIUE C BbIPAKCH-
HbBIM OTBCACHUEM MEPCAHCIO OTACIa
CTOIIBI, HpOHaIII/Ieﬁ IIATKW U IIOJHATHEM
HapYy’KHOTO Kpasi.

CTONA NOJIAS — yBEJIMYCHHUE IIPOAOJIb-
HOTO CBOJia CTONBI B 00JIaCTH CyCTaBOB
Homapa u Jlucdpanka (ayTocoMHO-/10-
MHUHAHTHBIN THIIA HACIICIOBAHUS).

CTOMA NATOYHAS — nedopmars,
MPOTUBOIIOJIOKHAA KOHCKOM CTOIIC,
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T

Ype3MEepHOE THUIBHOE CrHOaHHE CTOIBI
B TOJCHOCTOITHOM CYyCTaBEe C OIIOpPOH
Ha IISITKY TIPH X0zb0e.

CTONA PUMCKASM — TpU NIEPBLIX Hajbla
CTOIBI OMHAKOBOM JUIUHBI.

CTOMA CAHOANEBUOHAA (caHz[ane—
BHJIHAS IIICJIb) — YBEIUYCHHOE PacCTOsI-
Hue mexay | u Il manbuamu cTomsl.

CTOMA CEPMOBUAHAS (TIpuBe/icHHAs
TUTIOCHA) MeJIuaibHOEe OTKJIOHCHHE
nepenHe 4acTH CTONBI B IPEIUTIOC-
HE-TUTIOCHEBBIX CYCTaBaXx 110 OTHOIICHHIO
K 33JIHCH 4acTH CTOIBI, Pa3HOBHIHOCTb
KOCOJIAIIOCTH.

COEHOLEDANNA pacmupeHue
yepera B JOOHOW U Cy)KEHHE B 3aThUIOY-
HOM 4acTsX.

COEPODAKUSA — cheprueckas dopma
XpYCTaJIHKa.

-

TABPOOOHTHUSA (TaypomoHTH3M,
«Opranity 3y0) — yBenWueHHe pa3Mepa
MoJIOCTH 3y0a (IyJbIIOBOWM KaMephl).
Yarre Bcero kacaercst IpeMoIIspoB.

TEJIEAHITU3KTA3UA — ouar pe3ko pac-
IIMPCHHBIX KAUIIPOB ICPMBI, (POPMHU-
PYIOILINX pa3HOOOpA3HBIC AHTHOMBI.

TENEKAHT (TeJeKaHTyc) — YyBeluue-
HUE PACCTOSHHS MEXIY BHYTPCHHHUMH
yIJlaMH IV1a3 MPH HOPMAJIBHO Pacrolio-
KEHHBIX OpOHTaX.
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TEPATOrNEHHbIA TEPMMHALIMOHHbINA
MNEPUO[ — npelenbHbli epUoj] pa3Bu-
THUs, B TCYCHUEC KOTOPOTO MOBPCIKAANO-
Ui (GaKTop MOXKET BBI3BATh HapyIICHHE
Mop(boreHe3a B BUAC IMMOPOKA pa3BUTHA.

TEPATOMA — omyXoJib, 00pa3yromasics
13 NEPBUYHBIX MOJOBBIX KIIETOK.

TETPANJIErng napajud BEPXHHUX
M HIOKHUX KOHEYHOCTEH.

TOPAKOIFACTPOCXMU3UC — coucTaHUE
TOPAKOCXHM3HMCa U TaCTPOCXHU3HCA.

TOPAKOCXMU3MUC — paclielinHa IpyJHoi
CTCHKHU.

TPEMbI — IPOMEXYTKH Mex1y 3yOamu
KpOME LIEHTPAJIBbHBIX BEPXHUX M HIKHUX
PpEe310B.

TPUFOHOLIE®AINA (TpeyTroNbHbIH
Yyeper, KJIWHOOOpasHas  JMCKPaHUs)
— pacimIMpeHue ueperna B 3aTbUIOYHOU
U Cy)XCHHE B JIOOHOH 4YacTsX M3-3a Tep-
BUYHOW THIIOIUIA3WU JIOOHOM 4YacTu
MoO3ra BCJEACTBHE MPEXKICBPEMEHHOTO
3apamieHust JJOOHOTO 111Ba, Ha MECTe KOTO-
POTro MaJIbIUPYETCs IOOHBIN TPEeOEIIOK.

TPUCTUXUAS — TPOIHOH sl PECHHUILI.

TPUXUA3 — HEIPaBUIBHOE I0JOKEHUE
pecHUL, IPU KOTOPOM MX KOHIIbI HAIlpaB-
JICHBI B CTOPOHY TJIa3HOTO sI0JI0KA.

TPOMBO®WUJIUA — COCTOSHHUE IIOBBI-
LIEHHOH CKJIOHHOCTH K TpoM0OooOpa-
30BaHUIO  BCJEACTBHE TE€HETUYECKHX
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Y, ¢1 L

nim HpI/I06peT€HHLIX
CHCTEMBI reMocTasa.

HapyleHUH

TPOXOLIEE®ANIMA — kpymias Qopma

T'OJIOBBI.

TYPPULIEGANIUA  —  nedopmarus
yepena, MnOpeacTaBsaomas pasHOBUA-
HOCTh oOKcunedamnu, TpU KOTOPOH

rOJIOBA UMEET LWJINHIPUYECKYI0 (hopMYy,
HO 0€3 3a0CTPEeHHOTrO Bepxa, BO3HHKa-
Iolasi BCIEACTBUE pAHHEro 3apacra-
HUSl CarMTTaJbHOIO M BEHEYHOI'O MIBOB.
Taxke yacto HaOIOTAETCS MPH TeMO-
JUTUYECKUX AHEMUSIX M3-32 THIepIUIa-
3UHM KOCTHOTO MO3ra B INIOCKHX KOCTSIX
yeperna.

y

YMCTBEHHAAl OTCTAJIOCTb (YO)
BPOXKICHHAsT WM HNPUOOpETEeHHAs
B TICpUOA pPa3BUTHA 3aJCPIKKaA 100
HCIMOJHOC PAa3BUTHUC TICUXUKH, IIPOSAB-
JIAOIascd HapyHICHUECM HWHTCIIJICKTA,
BBI3BaHHAs IATOJIOTHEH TOJIOBHOTO MO3Ta
" BeayIas K COL[HaJlLHOﬁ Jc3aaarnTanuun.

YXO CATUPA BapHMaHT CTPOCHUS
YIIHOH PakoOBHHBI, IPU KOTOPOH HaOIIrO-
JlaeTcsd 3a0CTPEHHME BEPXHEro IOJIr0Cca
U CIIQ)KEHHBII 3aBUTOK.

YLWHOW MPUBECOK — parMeHT Hapy K-
HOTO yXa, pAacIOJIOKEHHBIH —CIriepean
OT YIIHOW paKoOBHMHBI M MO ()OpME Haro-
MUHAIOLUH €€ TOJIbKY.
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D

®EHOKOMUA — u3MeHeHus (eHoTuna,
BO3HHKIINE MO/ BIMSHHEM HeOJIaronpu-
STHBIX (DAKTOPOB OKpY)KaIOIIEH Cpepl,
CXOZIHBIE C MPOSIBJICHUSMHU HACJIEACTBEH-
Horo 3a0oneBaHMs. THNUYHBIA TIpUMeEp
— (eTanbHBIA AJKOTOJNBHBI CHHAPOM,

SIBISTIOLMICS  (peHOKONMEH CHHApOMa
JayHa.
®EHOTUM — COBOKYINHOCTb  BCEX

MPU3HAKOB OpraHu3Ma.

®ETAJIbHbIA AJIKOrOJ/ibHbIA CUH-
APOM (DAC) — COBOKYNHOCTH aHO-
MaJIui I104a, BO3HHUKIIMUX BCICACTBUC
yHOTpe6J'[eHI/I$I )KeHIIIPIHOfI aJIKOrojist BO
BpeMsi OepeMeHHOCTH. Brittouaer Tpuany
MPU3HAKOB: cneun(bnqecm/le MUKpOa-
HOMaJIMU PAa3BUTUA, TOPOKU pPA3BUTHUA
U NICpUHaTaJIbHasd 3a/ICPIKKa pOCTa U BEca.

®UJIbTP — paccTosHUE MEXy OCHOBa-
HUEM HOCAa W BEPXHUM KpaeM BEpXHEH
I'yOBI.

DOKOMEJINA — OTCYTCTBUC MJIM 3HAYH-
TEIBHOE HEIOPA3BUTHE IIPOKCUMAIbHBIX
OTAEIOB KOHEYHOCTEH, BCIEACTBHUE UETO
HOpPMAJIbHO Pa3BUTHIC KUCTU MM CTOIbI
Ka)XyTCs MNPHUKPEIICHHBIMU HEMOCPE-
CTBEHHO K TYJIOBHIILY.

Ll

LLEBOLIEDANTNA HeI0pa3BUTHE
Hapy>KHOro HOCa BIUIOTH O €ro OTCYyT-
CTBUSI, COUYETAIOLIEECS C YMEHBIICHHBIM
paccrosHUEM MEXAY I[JIa3aMu, BCIEI-
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CTBHC YEro JIMI0 HAIIOMUHAECT MOPAY
00€3bsHBI.

uuknonusa (umksonedanms) —
CYyIIICCTBOBaHHE OJIHOM [Ia3HUIBI
0 CpeHel JIMHUK B 00JIacTH J10a, KOTO-
past OO HEe COMCPIKHT TIIa3HOTO SOJIOKa,
JUOO0 COACPIKUT €TO B PSIYLIUPOBAHHOM,
HOPMAlIbHOM HJIM  YIBOCHHOM BHJIE,
BIUIOTh JI0 HAJIMYHS JIBYX YMEHBIICHHbBIX
B pa3Mepax Ia3HbIX SOJOK.

UMWTUAPHAA TPUXOMEFAJ/IUA — yBe-
JIMYCHNE JUTMHBI pecHUIl 6onee 12 MM.

LUAMBOLIEDATUNA
(hopma TOIOBHI.

Y

YEPEM JIAKYHAPHbIA — PEHTI€HOJIO-
THYCCKad KapTuHa 4eperna ¢ MHOIo4uc-
JICHHBIMHU 30HaMH IMPOCBCTIICHUA.

LWANEBUOHAA MOLUOHKA — MOIIIOHKA,
OKpYy’Karolas BaJINKOM CIIMHKY I10JIOBOI'O
YJICHA.

JIaIbEBHIHAS

LUM3OAOHTUSA  (1BOliHBIC 3YyOBI)
pasnBoeHue 3y0a, IpH KOTOPOM UMEETCs
JIOTIOJTHUTENBHBI MEHBIIHNH 110 pa3Mepy
3y0, BOSHUKIINHI U3 TOTO )K€ 3a4aTKa.

WAN33HLUEDANUNA HaJlu4yue IIpo-
JOJIbHBIX, KaK IIPaBUIO, JABYCTOPOHHUX
Y CUMMETPHUYHO PACIIONIOKEHHBIX, HIeJeH
B KOpe OOJIBIIIOr0 MO3ra, IOTPYKaro-

n

IHUXCs OT HOBCPXHOCTHU MO3ra Ha Pa3Hyto
FJ'Iy6I/IHy BIUTIOTH A0 KCJIYJOYKOB MO3ra.

WTAJIb YXO (yxo llrans) — nHamuuue
JIONIOJIHUTEIEHOH ~ HOXKKM ~ TIPOTHBO3a-
BUTKA, UIYIICH BBEPX U Ha3al.

d

3KTOMUA XPYCTAJIUKA (TIO/BBIBHX,
BBIBUX) — CMEILEHHE XPYyCTalIUKa U3 €ro
€CTECTBEHHOI'0 MECTOHAXOXKICHUSL.
3KTPOMUOH  (BBIBOPOT  Beka) —
aHOMaJIus MOJ0KEHHsI BeKa, IPH KOTOPOM
ero Kpai OTcTaer OT IIa3Horo s0yoka,
a  KOHBIOHKTHBajJbHas  IOBEPXHOCTb
oOpallieHa HapyxKy.

3KBUHOBAPYC — KOCOJIAIIOCTh.

3K30®dTAJIbM CMEIICHHUE TIIa3HOTO
sioroka Knepeau (IPOTPY3Hsi), COIPO-
BOXKIAIOLIEECS] PACIIUPEHUEM IVIa3HON
LIeIH.

3K33HLUE®AJIUA — OTCYyTCTBUE KOCTEH
CBOJIa uepena (aKpaHHs1) ¥ MSITKHUX ITOKPO-
BOB T'OJIOBBI, B pE3yJIbTaTe 4ero OoJbIIne
MOJyLIapusl  PACHOJAraroTCcs  OTKPBITO
Ha OCHOBAHUU Yepena B BUAE Y3IIOB,
TTOKPBITHIX MATKOW MO3rOBOM 000JIOYKOMH.

SKTOAEPMAIJIbHAA AUCnA3ud
AHOMaJIUsl TUCTOTeHE3a SKTOJIEPMBI,
XapaKTepU3YIOIIascs I[IaaKkou, OJecTs-
e, UICTOHYEHHOU KOXeH, OTCYyTCTBUEM
i auctpodueld Horrei u 3y0oB, OTCyT-
CTBHEM (QaHTUIPOTHYCCKAS ) HITH COXPaHEe-
HUEM (THIPOTUYECKAs ) TIOTOBBIX XKEIIE3.
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3KTOMUSA — CMCIICHUE IIOJIOKCHUS W MO3TOBas TKaHB), SHIIE(ATOIUCTOLEIC
oprasa. (TPBDKEBOM MEIIOK, KOTOPBIN CONEPIKUT

000JI0YKH, BELICCTBO TOJIOBHOI'O MO3ra
3KTPOOAAKTUNUA (3KTpOMENusl, ¥ 4acTh €ro PACHIMPCHHOTO KEIYI0UKa).
pacuiericHHass KUCThb / CTOoma) —

TOTAJIbHOC WJIM YaCTUYHOC OTCYTCTBUC
OJITHOI'O WK HCCKOJIBKHX I1aJIbIICB KUCTEH
WJIn CTOII.

3KTPOIMUOH
Hapyxy.

BBIBOPOT Kpasi BCKa

3MBPUOTOKCOH BPOKICHHOE
NIOMYTHEHHE Tepudepuyecknx oTJe-
JIOB pPOroBUIBI B (hopme 3aMKHYTOTO
WM PA30PBAHHOTO KOJIBLA.

SMODOUBEMATO3HAA rPYOHASA
KNETKA — yBeIHYCHHE IPYAHON KICTKH
B MepeIHE3aHEM HAMPABICHUH C BBICTY-
NAOMMMUA  HAJKITIOYHYHBIME  IMKAMH
U TOPU3OHTAJBHO  PACIOJIOKECHHBIMH
pebpamu.

3HO®TAJIbM — (olee mTyOOKOE Pacmo-
JIOKCHUE (3amaJicHue) IIa3HOro s0JoKa
B opOwure.

SHTPOIMOH (3aBOPOT BeKa) — aHOMaJIHs
TIOJIO’KCHUS! BEKa, ITPU KOTOPOH ero Kpan
YaCTUYHO WM Ha BCEM IPOTSHKCHHU
oOpaliieH K I1a3HoMy sIOJIOKY.

SHLUE®AJIOLENE — NPUKPHITOE KOXKEH
(yamie  MCTOHYEHHOH)  BBINSYMBAHHE
COZIEP)KMMOTO TOJIOCTH 4Yeperna uepes
nedekr ero kocrei (cranium bifidum).
briBaeT B BUze: MEeHHHTOLIENE (B MEIIKE
TOIBKO OOOJIOYKM MO3ra), SHIedao-
1ese (KpoMe 000JI0UEeK B MEIIKEe UMECTCS
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SMUBJIE®APOH JOMNOJIHUTEIbHASA
TOPH30HTANIbHASL CKIIAKA KOXKH Yy Kpas
BEPXHETO MM HIJKHEIO BEKa, Pa3BUBAIO-
LIasicst BCIISCTBHE aHOMAJIbHOTO MPUKpE-
TUICHUSI MBIIICYHBIX BOJIOKOH.
3MUBYJIbBAPHbIN AOAEPMOU -
HeOonpmIOe  00beMHOE  0OpasoBaHUe,
MIPE/ICTaBISIIoNIee COOOH  JIEPMOUIHYIO
KHCTYy M PAcIHOJIOKEHHOE Ha MOBEPXHO-
CTH TNIA3HOTO sI0JI0KA; Yallle BCEro Ha rpa-
HULE PALYKKH U CKIICPBI.

SMUKAHT — 10NOJHUTENbHAS (TIOTYTyH-
Has BepTI/IKaJ'II)HaSI) CKJIaZlKa KOXKHU Yy BHY-
TPEHHEIO yIJia Ij1a3a.

3MUKAHT OBPATHbIA — KoOXHas
CKJIaJIKa Y BHYTPCHHCTO yI7Jia I71a3a, Ha41u-
HaromasiCss OT HHMXXHEro BE€Ka U Zlyl“Oﬁ
3ar1/16afomaﬁc;{ K BEpXHEMY.

ANMUNENTUYECKME SHUE®DAJONA-
TWUW — rpynmna HacJIeACTBEHHBIX 3a00J1e-
BaHMH, BEYIIMM IPH3HAKOM KOTOPBIX
SIBISIETCSI TPYAHOKYpaOesIbHast SITHIICTICHS
¢ 1e0I0TOM B paHHEM BO3PACTE; IIPH 3TOM
SMMJICTITHYECKUE TPUCTYNBI W BBISBIIS-
eMasi B MEXKIIPUCTYIIHBIH TEpHON dIH-
nentudopMHasi aKTHBHOCTb HW3MEHSIOT
pasBuTHEe M (PYHKIIMOHMPOBAHUE TOJIOB-
HOTO MoO3ra. ONWIENTHYECKHE OJHIe-
¢anonarny  0OBEAMHSIOT — CIIEIYIONINE
KIIMHUYECKHE OCOOEGHHOCTH: TSDKECTh
TEUCHHUS] CYAOPOXHBIX MPHCTYIIOB, PE3H-



CEMUOTUKA

A-Z

CTEHTHOCTb K IMPOTHUBOAMHICIITUYECKON
Tepanuu M TsDKeJash COMYTCTBYIOILAs
maronorus. Ha ceromHsmIHui 1eHb BbIJIE-
JISIIOT OK0JI0 150 OTHENbHBIX MOHOICH-
HBIX (hOPM.

AMUCNAAMNA — [I0JIHOE HIIK YAaCTUYHOE
He3apalleHHue NnepeHeld CTEeHKU MOYenc-
IyCKaTeIbHOI0 KaHaa.

AMUTAP3YC — CKJIaJIKd KOHBIOHKTUBEI,
HAYyIINE BIOJIb Kpas BEKa U IEPEXOAIIIe
Ha IPyroe BEKO.

SMUTEJIUATJIbHbIN KOM4YUKOBbIN
XO[, — KaHaJ, BBICTJIAHHBII MHOTOCJIOMN-
HbIM IUIOCKMM OIUTEIHEM, OTKpbIBa-
IOIIUHACS B MEXKBATOOUYHOM CKJIAIKE
Y KOITYMKa.

A-Z

CUTIS LAXA (pacTONIM3HUC) — Tpymma
penkux  OOJIe3HEH  COCOMHUTEIIbHOU
TKaHU, XapaKTCPUIYIOUIMXCS H30BITOY-
HOHM, MNpoBHCAIONIEH U HEIIACTUUHON
KOXKeH.

HALLUX VALGUS - BaJIbI'yCHas
neopMmanusi TEepBOTO Iayblia CTOIIbI,
IIPU KOTOPOM MPOUCXOAUT €r0 OTKIIOHE-
HHE KHAPYKH.

SITUS VISCERUS INVERSUS — 06paT—
HOE (3epKalbHOE) PACIONOXKEHHUE Opra-
HOB. BBIJCTSIOT TOTaJdbHOE HApYIICHHE
PACIIONIOKEHHE OpPraHOB  BHYTPEHHHUX
noiocred  (situs  viscerus  totalis),
a TaKKe OTIENbHBIX OPraHOB (HapHMep,
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JICKCTpaKapIuIo — pacIloioKeHUE CepAaLa
crpaBa).

SPINA BIFIDA — He3apallieHHe TYXKH
M03BOHKA (OTKpBITasl pacliennHa)
MOPOK Pa3BHUTHsI ITO3BOHOYHHUKA, Pa3HO-
BUJHOCTh Ae(EeKTOB HEPBHOH TPYOKH:
1. Spina bifida occulta — ckpeiToe He3a-
pameHue 1mo3BoHouHMKa; 2. Spina bifida
cystica aperta — OTKpBITOE pacuierie-
HHUE TI03BOHOYHHMKA C (HOPMUPOBAHUEM
KHCTO3HOH CHMHHOMO3TOBOM I'PBIXKH.

X-CLUENNEHHOE AOMUHAHTHOE
HACNEOOBAHUE TUIT HAacJIeI0Ba-
HUS TpU3HaKa (3a00JeBaHUs), CICIUICH-
HOTO ¢ X-XpOMOCOMOMW, MpPU KOTOPOM
JIOCTaTOYHO OJHOIO0 MYTAHTHOIO aJlIEJIs
JUIA TIPOSIBIICHUSI TIpHU3HaKa (3a0oieBa-
HUSL).

X-CLUENJIEHHOE PELLECCUBHOE
HACNEOQOBAHME — TuUll HACJICI0BaHUSA
npusHaka (3a0oseBaHMs1), CIEIUICHHOTO
¢  X-XpoMOCOMOH, TIpH  KOTOPOM
JUISL TIPOSIBJIGHMs TIpH3HaKa (3aboneBa-
HUSI) HEOOXOAMMO HalMyhe MyTaluu
B oOoux amiensx reHa. MckiarodeHuem
SIBISIETCS reTeporaMeTHBIN oI,
Tak KaKk B 3TOM CcCiJydae HET BTOPOTO
aJuIeNIst JaHHOTO TeHa.
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TGAG
TTC
TCC

TCG
TAT
GTCA

O-H 0040

GCTTTGTCTCT
TTTCTAGTAGA
CCAAAGGAGAT

TTTAAGCTGGAGAT
CTCAGGAGCTTTAA

TTTCTAGAATC
CCAGAGACTTC
TGATCCCAAAG

CCCAAAGGCTTAACC

CAAG
AAAA

GAGAGAGTTGT
TGGAGATACTT

GGAGATAACTTTAAG

CACT
AAAC

GAAGCTTCCTC
GCCCAAGCCCA

AGAGAGACACATAAT
AGCCACCCTCCTCTG

CCCT
TAAC

CCTCTGCAAAT
CCGTCCTGCGC



